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BCTYII

Mu xuBEeMO B HaJ[3BUYANHO IIKABU 1 HETIEpe0adyBaHU MEeP10, OCKUIBKH CTOTMO
Ha MOpPO31 HOBOI €pH PO3KPUTTS INIMOWHHOI CyTlI PO3BUTKY JroACTBa. Posmouanocs
CTOPIYYSl MOJICKYJISIPHOT 010JI0T1{ 3 pO3KPUTTSIM 3aKOHIB CIIaJIKOBOCTI.

CunTe3 171e#l 1 MeTOIB 3arajibHOT Ta MOJEKYJSPHOI TeHETUKH, 010XiMii, 610(i3uKu
CTBOPHMB HOBHMH HampsiM y cCydacHiii Oiojiorii, SKMil OTpMMaB Ha3By '"OlO0TEXHOTCHHA
imkenepisn”. CTalo MOXJIMBUM IUIECIIPSIMOBAHO 3MIHIOBAaTH CHAJKOBI OCHOBU Ha
KJIITUHHOMY, XPOMOCOMHOMY Ta TEHHOMY PIBHSIX.

Ha migcraBi mporo mMeauyHa reHEeTHKa B YKpaiHi HaOylla 3HAYHOTO PO3BUTKY Ta
30araruiacs IEBHUMHU JOCATHEHHSIMH. Po3pobieHo Ta BIpOBaIKEHO HAYKOBI MPUHITUIIH
MEJIMKO-TeHETUYHOTO KOHCYJIbTYBaHHS, METOJM MAacOBHX CKPHHIHT-TIPOTpaM JESIKUX
CHAJKOBUX XBOPOO y IITEH; pPO3BHBAETHCS MpEHATajJbHA J1arHOCTHKAa XPOMOCOMHOI Ta
34YEIJICHO] 31 CTATTIO MATOJIOTI{; MPOBOAATH POOOTY 3 MIABUIIICHHS KBaTi(iKaIlil MEIUIHUX
MPAaIiBHUKIB Ta PIBHS CaHITApHOI KYJbTYpH HACENIEHHS 3 MUTAHb CIIaJIKOBOI MaTOJIOTII.

B Vkpaini npooBXKYyIOTh CHOCTEPEKEHHS Ta BUBUYCHHSI CHAJKOBOI MAaTOJIOTIT
JIOAVMHU B MEpi0Jl HOBOHAPOIKEHHS; €HJIOKPUHOJOIIYHOI CIAJKOBOCTI B JTUTSYOMY Ta
IOHAIIbKOMY BIIll; MIKPOCTYKTYPHHX XPOMOCOMHHUX a0epallii y mnaToreHesi XBOpOOH
JlayHa; OmMCaHUX HOBHUX CHHJIPOMIB Ta OCOOJIMBOCTEH aHOMAJiid XpOMOCOM; CIaJKOBOI
nmaToyorii KICTKOBOI CHCTEMH. 3HAyHy YAaCTHUHY JOCHIIKEHb 3 MEIWYHOI TCHETHUKH
MPUCBSYEHO BUBUCHHIO POJII CIAJKOBOTO KOMIIOHEHTa 3a PI3HUX THUITIB 3aXBOPIOBAHb:
Hecnenu(iuHUX 3aXBOPIOBAaHb JIET€Hb, apTEPlaIbHOI TIMEpTeH3ii, IMeMIYHOI XBOpPOOHU
ceplis, BUPa3KoBO1 XBOPOOH IIITYHKA, €K3€MH TOILIO.

3a cyyacHMMHU JaHUMHU €KclepTiB BcecBiTHROI oprasizaiii OXOpOHHM 30pOB’s, y
42-65 HOBOHAPO/KEHUX 13 TUCAYl BUABJISIOTH MOHOTEHHI 3aXBOPIOBaHHS, 25-35 miTei
MalTh BpOJKEHI Bagu pPO3BUTKY, 9-12 cTpaxknaloTb Ha XBOpPOOM 31 CHAaJAKOBOIO
cxunbHICTIO. ['eHeTH4HI mopymieHHs: cnpudnHIOITh 40-70% MHUMOBUTBHUX BUKHUIIHIB,
60-70% 3avaTh 3aKiHUYIOTbCS 3aru0eiito 3apojaka. Ane B psai kpain 11% nmiten
neliaTpUYHUX KIIHIK MalTh CHAJKOBY MATOJIOTiIO. Y AUTAYUX CTallloHapax CBITY

IIOPOKY KOXKHE TPETE JIKKO 3aiiMar0Th XBOPI1 31 CIAJKOBOIO MATOJIOTIEHO.



OcTaHHIM 4YacoM 3HA4YHO 3HU3MWJIACS HApOJXKyBaHICTh B YKpaiHi ¥ BogHOYAC,
BHACIIJOK CHAJKOBOi maToJiorii, 3pociau Mmaibke Ha 30% KUIBKICTh 3aXBOPIOBAaHb,
nepuHaTtajgbHa Ta JHUTAYa CMEPTHICTb, I1HBAJNAHICTh. Y CTPYKTypl 3arajbHOi
CMEPTHOCTI JIiTeil BIKOM 0 5 POKIB I'€HETHYHI NPUYMHU CMEpPTi cTaHOBIATH 48-60%,
TOOTO 1€ KOKHa Jpyra noMepJiia IuTHHA.

Cepen ycix 3aXBOpPIOBaHb JIIOJICTBA IEpIIE MICIE B CBITI HAJIEXKUTh CIAJKOBUM
XBOpOOaM 31 CIaJKOBOIO CXHIBHICTIO. SIKI0 B 50-T1 poku OyJi0 BiJOMO JIHIIE OJIM3BKO
KIJJbKOX COT CITaJIKOBUX XBOP0O, TO OCTaHHIM YacoM iX HapaxoByeThbcs nmoHaa 30 000, 1
iXHS KITBKICTH 3pOCTAa€ 3 KOXHUM PokoM. Bimomo O6mu3pko 30 000 xpomMOCOMHHX i
F€HHHUX 3aXBOPIOBaHb, a OUIBIIICTh XPOHIYHUX — COPUUYMHEH] CIIaJIKOBOIO CXHIIBHICTIO.
Bynb-ske 3aXxBOpIOBaHHS IEBHOIO MIpPOI0 3aJIEKUTh BI1J CHAJKOBUX OCOOJIMBOCTEH
OpraHi3my, siIKl TAKOX 3yMOBIIOIOTh CTYIIHb TSHKKOCTI XBOPOOM Ta il MPOTHO3.

B eKoJOriYHO HEeCHpUSTIMBUX perioHax YKpaiHU CTBOPIOIOTHCS IIKIJJIMBI
YMOBH, M0 CIPUYMHIOIOTH MOSBY HOBUX MyTauliil. BcTaHOBIEHO KopensTUBHUUI
3B’SI30K M1 OKPEMUMHU BHUJIaMH MMPOMHUCIOBOTO BUPOOHUIITBA i YACTOTOIO BPOJKEHHUX
aHoOMajii po3BUTKY. ['eHeTMyHui TArap JIOJACTBA 3arpo3iuBo BHcOKuU. KoxHa
JI0IMHA TUIaHETH — HOC1H 10-15 moTeHIHHO MOpYIIEHUX TeHIB.

BinOyBaeTbcsl BeTUYEe3HUM HETaTUBHUN COIIAJIbHUM BIUIMB CITaJKOBOI MATOJIOT1i
Ha CYCHUIbCTBO, SIKUW TOJISITA€ HE JIMIIE B MOMIMPEHHI XBOPOO, BUCOKIM JIE€TAIBHOCTI
XBOpHUX, a W Yy TpuBajid IxHIM rocmiTamizamii, I1HBaJigu3alli Ta CcOUiaJbHIN
ne3ajanrtaiii, a TakKoX Yy BHCOKIM BapTOCTI JIarHOCTUKH 1 JIKyBaHHS TaKUX
3aXBOPIOBAHb.

CyuacHa MeJUIIMHA TPYHTYETHCS HA MOJEKYISPHO-OUIOTIYHUX Ta T€HETUYHMX
3HaHHAX. OTXKe, poJib MEAUYHOI TeHETUKH CTa€ JieAall 3HAYHIMIOK Ta BaXIUBIIIO.

3HWKEHHS YacTOTH CIAJAKOBUX 3aXBOPIOBAaHb 1 BPOJIKCHHX BaJl PO3BUTKY
HEMOXJMBE 0€3 BIAUYTHOTO YyJIOCKOHAJIEHHS MEIUKO-TEHETUYHOI JIOMOMOTH
HACEJICHHIO, MOMIMPEHHS MEpekl MEIUKO-TeHETUYHUX KOHCYJIbTallH, skl MOTpeOyIoTh

BHUCOKOI MpodeciiiHoi MArOTOBKM MEIMYHOTO MEePCOHATy BCiX PiBHIB.



[TociOHMK HamucaHO BiAMOBIAHO A0 mporpamu creukypey 3 "CydacHi mpobiemu
CHagKoOBOCTI" 1 MPHU3HAYEHO /JI MAriCTpiB MPUPOJHUYMX CHEI[IaIbHOCTEH BHUIIHUX
HaBYAJIBHUX 3aKJaAiB MpH BUKIagaHHI crenkypcy "CydacHi mpoOsiemMu craakoBocCTi'.
HMoro 3micT IpyHTyeThcs Ha aHaNi3i cydacHoOi JiTepaTypd 3 MEIMYHOI TI'€HETHKH;
HaBEJCHO IUTOJIOTTYHI Ta 610XIMIYHI OCHOBH CITaJIKOBOCTI1, 3aKOHOMIPHOCTI YCITaIKyBaHHSI
O3HAaK, MEXaHI3MH PO3BHTKY CIAJKOBOi MATOJIOTIi; PO3MISIHYTO BIUIMB 30BHIIIHHOTO

CCpCaoBHILA HA ITOSABY CIIAAKOBUX MOHOI'CHHHUX Ta MOJIIT€HHHUX 3aXBOPIOBAHb.



HABYAJIBHA IIPOI'PAMA CIHELOKYPCY "CYYACHI ITPOBJIEMH
CITAJJKOBOCTT"

3mictoBuid  Moaviabr 1. IluTosoriuydi OCHOBHM TeHeTHMKHM JIIOJMHHU Ta

3aKOHOMIPHOCTI VCHAAKYBAHHSA.

3aragpHi npodseMH TeHEeTHKM JIIOAMHU 1 MeIM4YHOI TreHeTHKH. IcTopis
CTaHOBJIeHHA Hayku. IIpeamMer reHeTHMKM JIIOAMHHM, SIK CKJIAJ0BOI MeIUYHOI
reHeTuku. Meroau gociaixkenns. JloCITHEHHs B rajly3i T€HETUKU JIIOAUHHU 1 MEAUYHOI
TCHETHKU. 3B’S30K 3 IHIMMMU HaykKamH. [cTopis cTaHoBieHHS Hayku. OCHOBHI eTamnu
PO3BUTKY T'€HETUKHU JIIOJAMHU. METOau JOCHIIKEHHS: FeHEAJIOTTYHUMN, IIUTOIr€HETUYHUH,
nomyJIsiHHO-cTaTUCTHUHUMA. [IpoOneMu, 3aBmaHHS 1 MEPCIEKTUBU TE€HETUKU JIIOJIMHHU.
€Brexika.

Iurooriuni ocnoBu cnagkoBocti. CTPYKTypa 1 BIAaCTMBOCTI XPOMOCOM. IX
knacudikaiis. Hopmanbauil kapiotun y droguHu. MosekyssipHa opraizailisi XpoMOCOM.
['enoTun drOaWMHU SIK 1LUTICHA cUCTeMa TeHIB opra”izmy. CydacHuUM CTaH JOCTIIKEHb
reHoMmy JtojauHu. KIliTMHa — OCHOBHa CTPYKTYpPHO-(YHKI[IOHAJbHA OJUHULIS KUTTS:
OyaoBa KJIITUHW; XIMIYHMH CKJaJ KIITUHHU; MITO3, aMiTO3, MEHO03; CTaTeBl KJIITUHH,
3aIUTIAHEHHSI; TIOPYIIEHHS 3alUliIHEHHS Ta WOro Hachiaku. BrmB amkoromo Ta
HIKOTHHY Ha CTaTeBl KJIITHHH Ta 3arUTiTHCHHSI.

[TonsaTTss mpo cmankoBy iH(popmalio Ta ii peani3alilo B O3HAKUM OPraHi3My.
Hyxneinosi kucinotu. I'eHeTHYHA pOJIb HYKJICTHOBUX KHUCIOT. [IOHSATTS TIpO CTPYKTYpYy
OUIKIB Ta iXHI BJIacTUBOCTI. biocunTe3 Ounka. IlopymieHHs, ki BUHMKAIOTh HA eramnax
O0locuHTe3y OUIKIB, iX Hachigku. OcHoOBHI (yHKIT OuUIKiB. ['eHeTnuHuil koa. ['enHom
moaunau. KapTyBaHHS TEHOMY JIFOAMHHU.

'eHHa imxeHepis Ta GiorexHomoris. I'en. Ximiuna 6ynosa i dynkwuii. Onepon. Moro
OyznoBa 1 ¢yHkIii. AHOMai po3BUTKY. [IpuunHu Ta MexaHi3Mu iXHbOI NosiBU. [loHATTS
PO KJIOHYBAHHS JIFOJTUHH.

3axoHOMIpHOCTI ycnajgkyBaHHsl O3HAK. B3aemogaisi reHiB. OCHOBHI MOHSTTS Ta

CUMBOJIM TeHeTUKH. OCHOBHI MOHATTS T€HETUKH. [ eHeTHYHI 3aKOHOMIPHOCTI, BCTAHOBJIEH1



I'. Menpaenem. Tpu 3akonu ycnankyBanHs ['. Mennens. YMoBH, 3a SKUX JTiIOTh 3aKOHH .
Mennens.

MoHorenHe ycnajkyBaaHHs. MeHIENIBCbKI O3HAKW JIIOJIMHU. TUIH yCHaJKyBaHHS
MEH/ICNIIBCHbKUX O3HaK. 34YeruieHe ycnaiakyBaHHsS TeHiB. J{o3u reHiB. EdexT momoxxeHHs
reHiB. OCHOBHI MOJIOKEHHSI XPOMOCOMHOI TeOopli CaJAKOBOCTI. XPOMOCOMHE BU3HAUCHHS
ctati jmoauHu. O3HaKW 34erUieHi 31 crarTio. B3aeMojis TeHiB Ta iX MpOsB MpU PIZHUX
TUTIAX yCTaaKyBaHHS. B3aemomis ameabHUX TeHiB. MHOXWHHUN ajemi3M. Y CraaKyBaHHS
rpyn kpoBi 3a cuctemoro ABO Tta pesyc- ¢aktopom. B3aemomis HeaJelbHUX TEHIB.
Kommnemenrtapnicts.  Emicras.  IlomirenHe — ycmajakyBaHHA — KUIBKICHUX — O3HAK
(ruteoTpoIis, eKCIPECUBHICT Ta IEHETPAHTHICTh TEHIB).

[TonsiTTst ipo renokomnii Ta penokorii. [{uronoriuni Ta renernyHi kaptu. ['eHeTHYHI
MapKepH.

3MicToBMHA MOIVJb 2. BILIMB cepeToOBHIIIA HA CHATIKOBICTD.

CnaakoBicth i cepenoBuie. MiHIMBICTh OpPraHi3MiB, ii BUJIM Ta 3Ha4eHHs. Poib
CMAJKOBOCTI ¥ cepeloBUIlla B MIHJIMBOCTI O3HAK Ta BUHUKHEHHI 3aXBOPIOBAHb.
Mopaudikamiitna MinnuBictb. Hopma peakmii. deHokorii, MeXaHi3M iX BUHUKHEHHS.
['eHOTHITHA MIHJIUBICTD, 1i OpMHU Ta 3HaUYE€HHs. MyTallii, IK €TIOJOTIYHUN YMHHUK. Buan
myTtamiii. MyrTarmiiitna wMimnmmBicTe. Mytarene3 1 penapamis  JJHK.  Myrarenn.
KomOinatuBHa MiHIMBICTh. ['eHeTUUHUH TSATAP.

'enetnyna HeOe3neka BHACTIAOK 3a0pyJHEHHS HABKOJHUIIHHOTO CEPEIOBHUINA
myTtareHamu. Exonoriuni Ta Mmeanko-6ioioriuni Hachiaku aBapii Ha YAEC. MyranTu.

Cnaakosictb i marosorisa. CragkoBi XBOpoOH, iXHE BU3HAUEHHS, TPUYMUHU MOSIBU
Ta kiacudikamiss. CrnagKkoBICTh 1 KIIHIYHA KapTUHA XBOpoOU. CHaaKoBICTh 1 Pe3yJbTaTh
3aXBOPIOBAHHS.

MoHoreHnHi  (MOJEKYJsIpHI)  3aXBOPIOBaHHS.  XPOMOCOMHI  3aXBOPIOBAHHSL.
MynbrudakropiaibHi  3aXBOpIOBaHHS  (MIOJIITEHHI  3aXBOPIOBAHHS 31  CIAJKOBOIO
CXWJIBHICTIO). ['eHeTHYH1 XBOpPOOM COMATHYHHUX KIITHH (OHKOJIOT14HI, HOBOYTBOPCHHS).

XBOpoOU reHETUYHOI HECYMICHOCTI MaTepi Ta IIo0/1a.



['eHeTYHAa TETEpPOTeHHICTh CIAJKOBUX 3aXBOPIOBaHb. Bpomkeni Bamgm, IiX
knacudikaris. ['enoxormii.

[IpuHnmnu  JiKkyBaHHS — clagkoBuxX  xBopoO. Ilpodinaktuka  cragkoBHX
3aXBOPIOBaHb.

Meauko-reneTuyni  acmektd  ciM'i.  [loHATTS 1Npo  MEAUKO-TEHETUYHE
KOHCYJIbTyBaHHs. OpraHizailisi MEJUKO-TeHETUYHOTO KOHCYJIbTYBaHHS. Etanu wmeauko-
TeHeTUYHOTO KOHCYNbTyBaHHsA. KoHcynpTalii B pasi MyabTH(aKTOpiadbHUX (MTOJTITCHHHX)
CHAJKOBUX 3axBOproBaHb. [IpeHaTanbHa MiarHOCTHKa cHajgkoBoi mnatoJiorii. CywacHi
METOAW TpeHaTadbHOI JiarHOCTUKH. CKPUHIHT-TIPOTPaMH 11  HOBOHAPO/KEHUX.

3anoOiraHHs NOLIKMPEHHIO CIIAJIKOBUX 3aXBOPIOBaHb. [lepcrekTrBY reHoTeparnii.



HUTOJOI'TYHI OCHOBHA CITAAKOBOCTI. CTPYKTYPHA
OPTAHIBAIIA T’EHOMY JIIOIUHHA

CtpykTypa 1 BMacCTHBOCTI XpoMocoM. Ix knacudikaris.
HopmanbHuii KapioTun y JIIOUHH.

MounekyssipHa opraHizaiiisi XpOMOCOM.

H w0 N

['eHoTun moauHU SK LUTICHA CHCTeMa TeHiB opra”izmy. CyudacHui cTaH

JOCITIDKCHb TEHOMY JIFOIMHH.

o

[TonusTTs npo cnaakoBy iH(OpPMALiO Ta ii peasizaliio B 03HaKH OpraHi3My.

6. [loHATTs mMpo CTPYKTYypy OUIKIB Ta ixHI BIacTuBOCTI. biocuHTe3 Oinka. OCHOBHI
¢dyskii O11kiB. ['eHeTHYHUIN KO/,

7. T'en. XimiuHa OymoBa 1 pyHKIIII.

8. Omnepon. Moro 6ynosa i pyskuii. [enom moaunn. KapTyBaHHS FeHOMY JIFOIHHH.

1. CTpykTypa i BaacTusocti xpomocom. Ix knacudikanis.

Xpomocomu — BUCOKO CHEIlai30BaHl KOMIIOHEHTH KIITUHHOTO Sipa, 10 MAaroTh
CBOIO 1HAMBIIYaJIbHICTh, BUKOHYIOTh MIEBHY (DYHKIIIIO 1 31aTHI BIITBOPIOBATUCH Y KIJIBKOX
MTOKOJTIHHSIX.

XpomocomMu — Hocli cragkoBoi 1HMopmali. Y Xpomocomax 30epiraerhcs,
BIITBOPIOETHCA 1 IEPEAAETHCA CIaJiIkoBa 1H(OopMallis. Y XpoMocoMax 3alucaHa CIajgKoBa
iH(dOopMaIris PO BC1 03HAKK OpraHi3My (KOO JIt0/IMHA OyJia 1 IKOK0 BOHA Oyie).

3a XIMIYHUM CKJagoM xpomocoma — 1e komiuiekc JIHK 3 Oinkamu JIHII
(1€30KCUHYKJIEONPOTEIN), YACTKA IKOr0 cTaHOBUTH 90% ycboro XiMiuHOro ckiaay. Bmict
JIHK y xpomocomax mocriitauii. Jlo cknaay Bxomsats Takoxxk PHK, JIHK-momimepasa,
JMaU 1 MiHEepasibHI pedoBUHH — HoHU Ca2+ ta MQg2+.

Ocobnusocmi Xpomocom 6a2amoKIiMUHHUX OP2aAHI3MIB.!

- KUIBKICTh XpOMOCOM Y COMAaTUYHUX KJIITUHAX OpraHi3My MOCTiiiHa;

- KUIBKICTh XpOMOCOM Yy Pi3HUX OPTaHi3MiB OJJHOTO BUIY OJHAKOBA;
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- Oprasi3Mu, sKi HalexaTb 0 OIHOTO BHIY, MAlOTh OJHAKOBUH KapioTUI

(muruToimHMI Habip XpOMOCOM COMATUYHOI KIIITHHH);

- KUIBKICTh XpOMOCOM Y COMaTHYHHUX KIIITHHAX 3aBXKId HapHa (2Nn);
- TapHI XpOMOCOMH — TOMOJIOTIYHI, MarOThb OJHAKOBI po3MipH, (HOpMy, MICTITbH
aJieNibHI TeHHU.

Haif3pyuHinie BUBYaTH CTPYKTYpPy XpPOMOCOM Ha cTajili Meradaszu mitoly. Ha 1mii
¢a3i XxpoMocoOMH MaKCMMAaJIbHO CIipaii30BaHi, yKOPOUEHi, MOTOBIEHI, TOMY YiTKO BHIHO
iXHIO CTPYKTYpPY I1JT MIKPOCKOTIOM.

MeTtadaszna xpomocoma CKIAJa€ThCs 3 JBOX XpomaTuia. B OCHOBI KOXKHOI
xpoMmatugu € monekyna JIHK. Xpomatuau 3’€qHYIOTBCA MK COOOKO 3a JOMOMOTOIO
TUIBIS — KIHETOXOpa. Y 1IbOMY MICIII HA XpOMOCOMI 3HAXOJUTHCS NIEPBUHHA MEPETIHKKA —
neHTpomepa. [[o KiHeToxopa NPUKPIITIOITHCS HUTKH aXpOMaTHHOBOIO BEPETEHA MOLITY.
IlerpoMepa noaiisie XxpoMocoMy Ha 1iedi. Po3MileHHs IIEHTPOMEPH YITKO MOCTIMHE s
IEBHOI XpPOMOCOMHU. 3aJI€KHO B1Jl PO3MIIICHHS LETPOMEPHU XPOMOCOMU OYBaIOTh:

- METaleHTPUYHI (PIBHOILIECYOBI);
- cyOmeTarieHTpuuHI (HEPIBHOIUICUOBI);
- aKpoOIEHTPUYHI (Pi13KO pPEIyKOBAHE OJIHE IJIeUe, 1 BOHO BAXKKO BU3HAYAETHCH).

CtpyktypHOIO OCHOBOIO Xpomocomu € Moiekyiau JIHK. ¥V mporeci dhopmyBaHHs
xpomocom modiekynu JIHK 3B’s3ytoTbest 3 Oinkamu, cripanizytorbes — Mmonekyna JJHK
ckopouyetbest B 10 000 pasiB. biiku 3a0e3meuytoTh CTIMKICTh KOMIAKTHOI CTPYKTYpH Ha
PI3HHX PIBHAX OpraHizailii XpoMOCOM.

binky, 1m0 BXOIATH A0 CKJIaAy XpOMAaTHHY, 3a3BHYail MOAUIAIOTH HA JBI TPYIIH:
TICTOHOBI 1 HETICTOHOBI. BiuIKku-TicTOHU 31iicHIOTH nepinl eranu ynakoBku JIHK. Ile
100y sipHI OUIKM 3 BIAHOCHO BHUCOKMM BMICTOM aMIHOKUCIOT (apriHiHYy ¥ J3WHY), SIKI
Ha/Ial0Th OCHOBHHX BJIACTUBOCTEH XPOMOCOMI.

BuninsroTs Taki piBHI OpraHizallii XpoMOCOM:

I pigenv — nykneocomuuii. Ha 1boMy piBHI yTBOPIOIOTHCS HYKJICOCOMH.

Hyxneocoma — ne ainsaka monekynu JIHK, o cknagaetses 13 146 HyKJI€OTUIHUX

map, HaBUBAEThCS (2 BUTKU) Ha OIIKOBUN OKTOMEp, KM BMIIIye 8 MOJEKyn OlIKiB-
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rictoniB H4, H3, H2A, H2B. Jlinaaka JIHK mix HyKI€ocoMaMy Ha3uBA€ThCS JIIHKEPHOIO.
Monekyna JIHK ckopouyeThcs B 6-7 pa3is.

Il pieenv — cynepuykneocomuuii. 3a0€3MeUy€ThCS 3a JOMOMOTOI0 OLKa TICTOHY
HI1, monekyna Ounka 3B’SI3y€TbCA 3 JIHKEPHUMH ITUISTHKAMH W TOBEPXHEI0 XPOMOCOM.
Bunukae BHopsiiKoBaHa CTPYKTypa CHIpaIbHOTO THIY, SKy HA3WBAIOTh COJICHOIOM.
Komnaktaicte JIHK 36inbmyersess B 40 paziB. Il e1eKTpOHHUM MIiKpOCKOIIOM IS
CTPYKTypa Ma€ BUIIIsLA (PiOpHIIM XpOMATHHY.

Il pisenv — ymeopennsa Oomenie — TIONEPEUHOIETIUCTUX CTPYKTYP Y3IOBXK
xpomatuny. Koxna merns mictute 20 000-200 000 map HykJI€OTHAIB. YTBOPEHHS IIi€l
CTPYKTypH 3a0e3NedyeTbcsl  HEricToHOBMMH Ounkamu. Ha 1boMy piBHI oprasizaii
XpOMAaTHH MPEJCTABICHUN B aKTUBHIA (OopMi — y HbOMY BiIOYBA€THCS TPAHCKPHUIIIIIS.
Takuii XpOMaTHH HAa3UBAaIOTh €yXPOMATUHOM.

IV pisenv — ymeopenHs po3emKonoodioHuUx cmpyKmyp — Xpomomepie YHACIiJI0K
criipami3arii.

V pieenv — ymeopenna memagaznux Xxpomocom — NAIMYKONOIOHUX CTPYKTYyp. B
OCHOBI IILOT'O MPOIIECY JCKUThH CyIEepCIipaii3allis XpOMaTHHY.

Ha nux eramax XxpoMaTuH HEAKTUBHUM — MOTO Ha3UBAIOTh TETEPOXPOMATHHOM.

dopMyBaHHS XPOMOCOM TIOYMHAETHCA B MOCTCHHTETUYHUHN Tepiof iHTepdazu u
3aBepiIyeTbcsi B MeTadaszy wmiTozy. Takum dYWHOM, 3a JOMOMOIrOK OUIKIB KOXKHA
BeneTeHchbka Modiekysna JIHK «ymakoByeThesi» 1 HaOyBae BUIIISIAY MalAYKOINO10HOT
cTpyktypu. KommakTHa ymakoBka CHajKOBOTO MaTepialy y BUTIISAI MAJIAYKOIOMIOHUX
XpOMOCOM 3a0e3nedye Oe3MepenikoHe MepeMillieHHs 10 MOJciB y aHadaszi MiTo3y i
PIBHOMIPHUH MO CAAKOBOTO MaTepiaiy.

2. HopmagbHuii kapioTun y JroJQuHM.

KoxeH BHUJI pOCIIMH 1 TBapUH Ma€ MEBHY MOCTIHHY KUIBKICTH XpOMOCOM. Y BCIX
COMATHUYHUX KIIITUHAX KUIBKICTh XPOMOCOM 3aBXKIU TMapHa, TOMY II0 KOKHa XpOMOCOMa
Mae co01 mojaibHy, mapHy. BoHM omHakoBi 3a po3MipoMm, (GOPMOIO, PO3MIMIECHHSIM
[IEHTPOMEPHU, MAIOTh OJWH 1 TOW caMHUM CKJIaJ, OCKUIBKU MICTSTh ayiesibHI reHu. Taki

XPOMOCOMH HA3MBAIOTh 20MON0ciYHUMU. BUHATOK 13 TMapHOCTI CTAaHOBISTH CTaTEBI
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xpomocomu y 4yomoBikiB X 1 Y. Halip XpoMocoM cCOMaTHYHUX KJIITHH Ha3UBalOTh
OUnI0ioHUM, 1OT0 IO3HAYAIOTh 2N.

Jurnnoigauit  Hablp XpPOMOCOM COMATHYHMX KIITHH OpraHi3MiB II€BHOTO
010JIOTIYHOTO BUAY HA3UBaIOTh KaploTUmoMm. JIJis KOXKHOTO KapioTUIy XapaKTepHi
MOCTIHA KUIBKICTh, hopMa 1 po3Mipu XpoMocoM. Ilig gac o3piBaHHS CTATeBUX KIITHH
KOXHa Mapa rOMOJIOTTYHUX XPOMOCOM PO3MOAUISIETHCS MO PI3HUX TamMeTaX, TOMYy raMeTu
MAalOTh MOJIOBUHHUM (2anioionuii) Habip XpOMOCOM, KA TO3HAYAIOTH N.

Kapiomun nwounu cxnanaetbess 3 46 xpomocoM (23 mapu TOMOJIOTTYHHX
xpoMocoMm). I3 Hux 44 (22 mapum) — 1e ayrocoMu (HECTaTeBI XPOMOCOMHM) 1 OfHA Tapa
CTaTeBUX: y YOJIOBIKiB BOoHA mo3HadaeThest X 1 Y (XY), a B )xiHOK — XX,

CrareBi xpoMocomu 40J0BikiB Heromosioriuni (X 1 Y). Bonu maroth pizHi Gpopmy,
PO3MIpH 1 CKJIaJ] T€HIB, TOMY 1X Ha3WBAaIOTh T€TEPOXPOMOCOMAMH. X- 1 Y-XpOMOCOMU HE
TOMOJIOTIYHI, ajle B HUX € TOMOJIOTIYHI JUISHKH, SIK1 MICTATh aJIeIbHI TC€HH.

CrareBi XpOMOCOMH BHU3HAYAIOTh CTATh JIIOJAUHH. Y KIHOK YC1 SSHIEKIITUHA HECYTh
X-XpOMOCOMYy, TOMY KIHOYMH OpraHi3M Ha3UBaKOTh 2omocamemuum. Y YOJOBIKIB
MOJIOBMHA CIIEPMATO30i/[IB HECE X-XPOMOCOMY, a JIpyra MOJOBHUHA — Y-XPOMOCOMY, TOMY
YOJIOBIYMI OpraHi3M Ha3UBaIOTh 2emepocamMenHuM.

K0 TOMOJIOTIYHI XPOMOCOMH PO3MICTUTH TOMApHO B MIPy 3MEHIIICHHS IXHIX
PO3MIpiB, TO OJEPKUMO idiozpamy, Ha SIKIH yC1 XPOMOCOMH TMOJIJICHO Ha 7 TPyIIL.

HenBepcbka knacudikamis (1960) xpoMocom TIpyHTYeTbCsl Ha BEIUYMHI ¢
pPO3MIIIICHI IIGHTPOMEPH, a TaKoX Iuieueld xpomocoMm. Ilo3HauaroTbes OyKkBamMu
anrmiiicekoro andasity Big A mo G, Bci mapwm XpoMOCOM HYMEPYIOTh apabChKUMHU
uudpamu.

I'pyna A (1-3 mapu) — HaiOumbIn xpomocomu; 1 i 3 — MeTameHTpuyHi, 2 —
cyOMeTalleHTprUYHa.

I'pyna B (415 napu) — kpynHi CyOMeTaleHTpUIHI XPOMOCOMH.

Ipyna C (6-12 mapu Ta X-XpomMocoMa) — CyOMETAIllCHTPHYHI XPOMOCOMH
CepeaHBOTO PO3MIpY.

I'pyna D (13-15 mapu) — akpOIIEHTPHYHI XPOMOCOMH CEPEHIX PO3MIPIB.
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I'pyna E (16-18 mapu) — npiOHi cyOMeTaleHTPUYHI XPOMOCOMH.

I'pyna F (19-20) — HaiinpiOHiII METAIEHTPUYIHI XPOMOCOMHU.

I'pyna G (21-22 mapu ta Y-Xxpomocoma) — apiOHI aKpOLIEHTPUYUHI XPOMOCOMH.

Taka xmacudikairisi 103BOJUIA YITKO PO3PI3HATA XPOMOCOMH, IO HAJIEKATh JI0
PI3HUX TPYIIL.

Bynb-sK1 3MiHM B KapiOTUII TPU3BOJISTH A0 3HAYHUX MOPYIIEHh OOMiIHY PEUOBHH Ta
OynmoBu opraHi3my B miiomy. L1i 3MiHH, SIK TPaBUIIO, HE CYMICHI 3 )XHUTTSIM. Taki 3UTOTH HE
pO3BUBAIOTHCA a00 I TMHE HA paHHIX CTajisfiX PO3BUTKY, L0 NPHU3BOAUTH 0
MUMOBUTBHUX BHUKHIHIB a00 MEpPTBOHApO/keHHs. Yum Oinblie 3MiH y KapioTUIi, THM
B4l Je(EKTH BUSBIIAIOTHCSA B OpPraHi3Mi. 30UIBIIEHHS KUIBKOCTI XPOMOCOM Ha3HMBalOTh
nonicomiero, a SMEHIIICHHS IXHBOI KUTBKOCTI — MOHOCOMIEIO.

MoHocoMii Bci JieTanbHl, KpIM MOHOCOMIi 3 X-XpOMOCOMOIO B KIHOK — 45, XO. ¥V
[IUX KIHOK criocTepiraeTrbest cunapoM HlepumeBcbkoro-TepHepa.

[Tomcomis 1-10-i map XpomMOcOM  3aKiHUYEThCA JIETAIbHO B  MEpioj
BHYTPIIIHBOYTPOOHOr0 po3BUTKY. [lomicomisa 13-i mapu XpoMOCOM CHpPUUYUHSIE CHHIIPOM
[Tatay (47, XY+13; 47, XX+13). [Tomicomis 18-i mapu — cunapom Easapaca (47, XY+18;
47, XX+18), 21-1 mapu — xBopoOy Hayna (47, XY+21; 47, XX+21), monicomisi cTaTeBoi
mapy XpoMOCOM MPU3BOAHTH Yy KIHOK J0 Tpucomii X (47, XXX), y YOJOBIKIB — 10
curapomy Knaitndensrepa (47, XXY; 47, XYY).

Ha nouarky 70-X pokiB Oyiau po3po0iieHi MeToau AudepeHiinnoro GapOoyBaHHs
XPOMOCOM, IO JIO3BOJIMIIO 1IEHTH(IKYBAaTH KOXHY XpoMocomy. i MmeToam ocHOBaHI Ha
3IaTHOCTI JIeAKUX OApBHUKIB CHEU(IYHO 3B’ A3yBaTUCh 3 IEBHUMH JUITHKAMH XpPOMOCOM
B 3QJEXKHOCTI BIJl iX CTPYKTYypHO-(PYHKIIOHAJIBHOI opraHizaifii. Taki MeTOAW BUSBUIU
JHIAHY HEOTHOPIIHICTH (CETMEHTH) XPOMOCOM.

[lonepeuHa MOCMYTOBaHICTh, B MPUHIIMII, BHUSBJISE CETMEHTH B XPOMOCOMI 1 €
pEe3ynbTaTOM HEPIBHOMIPHOT KOHACHCAIlIT XpOMATHHY 1O HOTO JOBXKUHI. B 3a1meXHOCTI Bij
Mmipu cmipanizamii JIHK B xpomocoMi BUAUISIIOTE eemepoxpomamunosi 1a eyxpomamunosi

TUISTHKY, JUISL SIKUX XapaKTepH1 pi3Hi (QyHKIIOHANbHI Ta TEHETHUYHI BIIACTUBOCTI.
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I'emepoxpomamunosa Oinanka (IHTEHCUBHO 3a0apBIIEHUN XPOMAaTHH) € YaCTHHOIO
KOHJCHCOBAHOTO XpoMaTuHy (BucokocmipanizoBaHa JIHK), mo mnposBiaserbcs mnpu
nudepeniiioBanoMmy  ¢gapObyBaHHI Yy  BUIVIIAI  TEeMHHMX  CMYyXOK. HasBHICTB
reTepoXpoMaTUHy MOXKHA BHSIBUTH B 1HTep(da3sHOMY sipi. 3YUTYBaHHS TEHETHYHOI
iHpopMarii 3 JaHUX JUISHOK HE BIAOyBaeTbes. PO3pI3HSAIOTH CTPYKTYpHUH Ta
bakyabTaTUBHUN reTepoxpoMatuH. CTPYKTYpHHI TeTepoXpOMaTHH NMPUCYTHIA B TIEBHUX
TUITHKaX ~ XpOMOCOMH  (Hampukiad, HaBKOJIO  IIEHTPOMEP  BCIX  XPOMOCOM).
@dakynbTaTUBHUN TETEPOXPOMATUH 3 SBIAETHCA B XPOMOCOMI TMpH HajAcHipaizarii
€yXpOMaTHHOBHX MIISTHOK. HuM Moxe OyTu oxorieHa 1ija xpomocoma. Tak, B KIITHHAX
KIHOYOTO OpraHi3My OJlHa 13 X-XpOMOCOM TOBHICTIO IHAKTUBOBaHa IUISIXOM
rerepoxpoMarusaiii BXE€ Ha paHHIX eTanax eMOploHaJdbHOro pPO3BUTKY. Taka
1HaKTHBOBaHa X-XpOMOCOMAa HA3UBAETbCA CIMamesum Xpomamurnom, abo minbyem bappa.
3aBIgKHM reTepoxpoMaruzailii X-XpoMOCOMH B KJIITHHAX >KIHOYOT'O OPTraHi3My IPOXOIUTh
BUPIBHIOBAHHSA KIJIBKOCTI T€HIB, IO (YHKIIOHYIOTh B YOJIOBIYOMY Ta 3KIHOYOMY
opraHi3max, OCKIJIbKH Y YOJIOBIKIB € JIUIIE OJHA X-XpOMOCOMA.

Eyxpomamunogi dinsanku XpoMOCOMH B iHTep(a3HOMY sJIpi HE MOMITHI, OCKUIBKU
Mpe/CTaBICHI XPOMAaTHHOM B JIEKOHJACHCOBAHOMY CTaHi, IO BKa3y€ Ha iX BHCOKY
METa0OJIIYHy aKTHBHICTh Ta BMICT YHIKQJIbHUX T€HIB, 110 KOHTPOIIOIOTH CHHTE3 PI3HHUX
O1JIKIB.

3. MoJiekyJisipHa oprasizaunisi XxpoMmocom.

OCHOBHUM CTPYKTYpHHM KOMIOHEHTOM XpoMocomu € JTHK. Monekynu JIHK — ne
JHIAHI TOJMIMepH, MOoOynOoBaHI 3 HYyKJIeoTHIIB. KOXHUN HYKIEOTH] CKJIaIaeTbead 3
MypUHOBOI (aJ€HiH, I'yaHiH) ab0 MIPUMIAMHOBOI (THMIH, LIMTO3MH) a30THUCTHX OCHOB;
IyKpYy JAe30KcupuOo3m; 3anumky dochoproi kucnotu. Hykneornam 3’ €qHYHOThCS
ykpoBo-(hocharHumu 3B’ s13kamMu y nosimMepHuii anior. Monekyna JIHK ckinanaetscs 3
JIBOX TOJIHYKJICOTUTHUX JIAHITIOTIB, 3aKPYyUEHHUX CIIpaNenoioH0. A30THCTI OCHOBH TpHU
[IbOMY 3aKpy4ye€Hl BCEPEAMHY CIHipaii 1 pO3MIIMIEeHI YITKO 3aKOHOMipHO. OCHOBH JBOX
JAHLIOTIB  3’€IHYIOThCA MDK CcOOOI  BOJHEBUMM 3B’S3KaMU 32  IPUHIIUIIOM

KOMIJIEMEHTAPHOCTI:  aJIEHIH-TUMIH, TyaHIH-MTO3WH. JIBocmipambhicts JIHK 1
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KOMIUIEMEHTAPHICTH 11 JTaHIIOTIB CKJIaIal0Th CTPYKTYPHY OCHOBY IS MPOIIECY PeruTiKallii
TeHETUYHOTO Martepiany B iHTepdasi. [loasiitHa cmipaib po3KPyUyETHCS 1 HA KOKHOMY 3
JIQHIIIOTIB, K Ha MAaTpHUIl, OYIyeTbCS 3a IMPHUHIUIIOM KOMILIEMEHTApPHOCTI JOYIpHIN
JmaHIror. TakuM YHHOM, YTBOPIOETHCS JIB1 1AeHTHWYHI 1ouipHi Monekymu JIHK.
OynkmioHanbHO MoJiekyna JIHK moainseTscs Ha BeIMKY KUIBKICTh BIJIPI3KIB, SIKI HECYTh
iH(popMallito Tpo MEePBUHHY CTPYKTYpYy TOTO YW I1HIIOrO MOJIMENTHIHOrO JaHIpora. B
monekyni JIHK € 1 Oararopa3oBo moBTOpeHi OAHAaKOBI abo MmoAiOHI 3a CKJIaJ0M
HYKJICOTHUIHI TTOCTIJOBHOCTI, III0 BUKOHYIOTh PETYIATOPHI QYHKIIII.

B wmexax omnoro reny [IHK Takox He € OZHOPIAHOIO, BOHA MOMAUISETHCS Ha
(YHKIIOHATBHO pI3HI JUISHKM — €K30HH (TpaHCHIOThes 3a jponomororo PHK s
noOyA0BH OUIKIB) Ta IHTPOHU (HE TPAHCIIOIOTHCS).

Bnacmusocmi /[HK:

1. IHK — yniBepcanbHa. Ii yHiBepcanbHICTh MOJATaE B TOMY, IO B YCiX TBApHH i
POCIVH 11 MOJIEKYJIN:

- € HenepioJUYHUMU NOJIIMEPaAMU;
- moOynoBaHI 3 OJHHUX 1 THUX CaMHUX HYKJICOTHJIB: THUMIHOBOTO, aJI€HIHOBOTO,
IIUTO3UHOBOTO 1 'yaHIHOBOTO;

2. IHK — inguBinyanbHa (crienudivyHa, yHIKaJIbHA): Y KOXKHOTO BUAY OpPraHi3MiB
mosiekynu JIHK Bigpi3HAIOTBCS MikK COOOI0 3a KUTBKICTIO Ta TOPSIKOM 4YepryBaHHS
HYKJICOTH/IIB.

3. Monekynu JIHK xapaktepusytoTbCsi TI€BHUMH 3aKOHOMIPHOCTSIMH, SIKi
BcTaHoBUB y 1950 pori amepukancekuii BueHuit E. YUaprad§ (mpasuno Yapraddda):

- CyMa IIypMHOBUX OCHOB JIOPIBHIOE CyM1 HIPUMIIMHOBHX OCHOB;

- KUIBKICTh aJCHIHOBHX HYKJICOTHIIB JOPIBHIOE KIIBKOCTI THMIHOBHX, a KUIBKICTh
T'YaHIHOBUX — KUJTBKOCTI ITMTO3MHOBUX;

- JIHK xoxHOTO By Ma€ neBHUM KOe(DIMIEHT crienu(igHOCTI,

- BIIHOIIEHHS CyMH KoHIeHTparii ['+1] mo cymu xoumentpariiit A+T y pi3HUX BHUIIB
3HayHO 3MiHWIOThC (I / A+T — wne cmiBBiIHOWIEHHS BuaocnenudiuHe; HOro

Ha3UBaAIOTh KOE(IIIEHTOM CEU(IYHOCTI);
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-y BipyciB nanior JIHK Takox moaBiitHui, Tibku B Ieskux ¢ariB (BipyciB 1 OakTepiii)
€ ogHoJaxiorosa JIHK;
- mykieotuanuit ckian JHK-KIITUH pi3HUX TKAaHUH OJHOTO OPTraHi3My OJJHAKOBHIA;
- pi3HI OpPraHi3MH OJHOTO BUY MalOTh PI3HUN HYKJICOTHIHUN CKIIAI.
Dynxyii' THK 3ab6e3neuyromvcs makumu npoyecamis.
- HaIMBKOHCEPBATUBHHUM CaMOITOJBOEHHSM (PEILIIKAIIIEI0);
- Bukopuctanusm wmonekymu JHK sk marpumi ans cuntesy 1PHK 1 Buaie PHK
(TpaHCKpHUIIIII€I0);
- piBHOMIpHUM po3noainoMm JJHK MaTepuHCHKOI KIITHHU MK JOYIPHIMH 1] 9aC MITO3Y.

Pennixayis (pedynnikayisa, camonodsocuus, camogiomeopenns monexyiu JHK)
JIHK — 3a0e3nedye TOUHE KOIIIOBAHHS CHaJAKOBOI iH(MOpMaIlii B psal mokodiHb. [lig gac
perurikanii 3 ojHiel MoJjekynau asoJiaHuorooi JIHK yTBoproeTbcs 1BI MOJEKYIH,
IICHTUYHI OAHA OAHIM 1 BuUXiOHIA Mosekyni. lle € mepeaymoBoro 30epekeHHs
BUjocnenudIyHOl CcrnajakoBoi i1HGopmMalii B psjal TMOKOJIHb KIITHH 1 OpPraHi3MiB,
nepeayMoBOI0 3HauHO1 nocTtiitHocTi BuiB. Permikanisa JIHK cknamaeTbest 3 TppoX erariB
— 1HimiaIii, eJoHrarlii 1 TepMiHaIli.

JJHK B Xxpomocomi MICTUTBbCS HE Yy BUIBHOMY CTaHl, a y CKJaJAl CKJIAJHOrO
koMmriekcy — xpomaruny (6inku, PHK). PHK na BinMiny Bin JIHK — onmnomanimrorona
mosiekyna. Ha 3aminy TUMiHYy € HykieoTun yparwin (aaeHiH-ypaiui). IcHye Tpu
ocHoBHMX Tunu PHK, dKi BiApI3HAIOTBCA JIOKaJi3alll€l0, po3MipamMH, HYKJIEOTHUIHUM
CKJIAJIOM, CTPYKTYpPOIO 1 (PYHKIIIOHATLHUMHU BIACTUBOCTSIMU
1. Inpopmayiiina, abo mampuuna PHK — iPHK. BoHa MICTUTh T€HETHUYHY 1H(POpPMALIiO
PO MOCIIIOBHICTh aMIHOKUCIIOT Uil (DEPMEHTIB Ta 1HIIKUX OLIKIB, CIYTye MAaTPULEIO IS
O0locuHTE3y MOMIMENTHIHUX JaHIIoriB OUIKIB (3Biacu apyra Ha3Ba MPHK), ctanoButs 3-
4% Bciei PHK-kiTHHN, MOXKE MaTH Pi3HY JOBXKUHY, SIKa 3aJI€KUTh BiJl JOBXKUHU T'eHa Ta
3aK0/I0BaHOTO Oinka. DYHKINS — MEPEHOCUTh TEHETHYHY 1HGOPMAII0 TPO CTPYKTYPY
oinka Bim JIHK, sika mictuthcss B sampi KIITHHHA, OO pUOOCOM, SIKI PO3TAIIOBaHI B

[UTOIIa3M1 PETUKYJIyMY 200 BIIBHO.
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2. Pubocomna PHK- pPHK. Ti wactka cranosuts 90% yciei PHK xiitunu. Lle Hait6inbi
mouiekynn PHK. Mae BHCOKY MOJIEKyIsIpHY Macy, YTBOPIOETBCS B siAeplll Aapa KIITHHH,
BXOJIUTh JIO CKJIaay XpomocoM. bepe yuacte y cunre3i Oinka. Monexkymu pPHK B
KOMIUIEKCI 3 pubocomManbHUMU OikaMu 1 (epMEHTaMU CTBOPIOIOTH PUOOCOMY, B SIKiH
B110yBa€eThCs O10CMHTE3 OLIIKa.

3. TIpauncnopmmna PHK — mPHK. HaiikopoTmia 3a po3MipaMH Ta Mae€ HaWMEHIIY
MOJICKYJIIpHY Macy, cTtaHoBUTh 10-20% 3arampHOi KimbkocTi PHK xmituamM. KokHa
mosiekyna TPHK Mae moctiliHy BTOPUHHY CTPYKTYpY Y (opMi JBOMIPHOTO JIMCTKa
KOHIOIINHHM, 1 CKJIaIa€ThCs 13 CHipaIbHUX JUISTHOK, YTBOPEHUX HYKJICOTHIAMHU OJIHOTO i
TOTO CaMOTO JIAHIIOTA, Ta PO3TAMIOBAHMX MK HUMH TPHOX OJHOJIAHIJIOTOBHX IIE€TENb.
Monekynu TPHK MarooTh 4oTupu BakiaMBI AUISHKUA: TPAHCIIOPTHY, aHTUKOAOH, IUISHKY
npuenHanHs (epmenty amiHoauun-TPHK-cuHTeTasm ta auIIHKY 3B’SI3yBaHHS 3
prbocomoro.

4. T'eHoM JOIMHHA. 'eHOTHII JIJIMHY SIK HLTICHA CHCTEMA I'eHIB OpraHizmy.

Hagecni 2000 poky y cBiTI BUOYXHYJIa CEHCAllisl: TEHOM JIFOJUHU, TIPO 10 CTUIbKU
TOBOPWJIM BYEHI, HApEIITI IMIJIKOM po3mu@poBaHo. MikHapoaHuil npoekT «['eHom
MOIMHW» cTapTyBaB y 1990 poii 3 iHIIaTUBH aMEPUKAHCHKOro ypsiay. Y Horo pooorti
Opanu y4acTh JOCIITHUKH 3 YCIX KyTOYKIB 3eMHOT KyJi: Anrmii, @panmii, Anonii, CIIA,
VYkpainu, Himeuunnu Ta 6araThoX 1HIIUX KpaiH.

I'enom — cykymlHICTH CHAJKOBOIO MaTepiaidy OpraHi3Mmy, SIKHUM JIOKaJ130BaHUW B
ramjaoigfHoMy Habopi xpoMocoMm. ['eHoMm € Bupocnenu@iyHUM, OCKIIBKH € THM
HEOOX1THUM HaOOpOM TeHiIB, AKuUi 3a0e3neuye (OpMyBaHHS BHUAOBUX XapaKTEPUCTUK
opraHi3MiB B OHToreHesi. Ilpu cTaTteBoMy pO3MHOXXEHHI B MPOLECI 3arjiiJHEHHS
00’ €IHYIOTHCSI TEHOMU JIBOX 0ATHKIBCHKHX CTaTEBUX KIITHH, (DOPMYIOUU TE€HOTHUIT HOBOTO
opraHizmy. Bci coMaTu4Hi KIITUHM Takoro OpraHi3My MaroTh NOJBIMHUN HAOIp TreHiB,
oTpuMaHuX Bil 000x OarbkiB. Ha  opranismMoBOoMy piBHI Oprasizailii CrajgKkoBOTO
MaTepialy MpOSBIISIOTHCS HOr0 HACTYIHI BIaCTUBOCTI:

1) 3maTHICTH 10 CAMOBITHOBJICHHSI 1 CAMOKOPEKIIii B PsAJIl MOIMYJISIIN KITITHH;

2) miATpUMAHHS CTAJIOCTI KaplOTUIY B HACTYITHUX MOKOJIIHHSX OPTaHI3MiB;
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3) 3maTHICTH 70 peKoMOiHalli CIIaAKOBOTO MaTepialy B T€HOTHIIL;
4) 3maTHICTH O 3MIHM TEHOMHOI OpTraHi3aiii CIagKoBOTO Matepialy (3a paxyHOK
T€HOMHHUX MYTaIlii).

[lepminmMu MpOYUTATH TEHETUYHUHN KO/ JIFOJUHU BJAIOCS BUCHUM O10TEXHOJIOTTUHOT
kommanii «Cenepa ['enomuke» mia kepiBaunrBoM Kpeiina Berrepa. I'enom moaunu 0yso
po3m@poBaHO 3a JOMOMOTOI METOJAMKH po3poOsieHoi HampukiHii 1970-x pokis
amepukaHcbkuM Oioximikom dpenepukom CaHrepom.

['eHOM NIOAMHM CKaJaJa€ThCA 3 TPHhOX MUIBSAPAIB map HykieotunaiB. Ilig wac
MPOIIEIypH CEKBEHYBAHHS BiIOYBAEThCS PO3PI3yBaHHA MOCHiKyBaHOT MoJekynu JJHK
Ha (¢parmenTH, kioHyBaHHs iX B E. Coli 1 Gararopa3zoBa myOumikauis uisl OA€pKaHHS
MIJTBHOHIB KOMINH KOXXHOTO ¢parMeHta. Y pe3ynbTari gayOsikailii, MpOBEICHOI B
0COOJIMBUX YMOBaX, OAEPKYIOTh Ha01p Komiil (pparMeHTIB pi3HOI JOBKHUHH, KOKHE 3 SIKUX
3aKIHUYETbCS (DIYOPECLIEHTHO MIYEHUM HYKJIeoTUAoM. DparMeHTH po3AusIoTh 10
JOBXKHHI 3a JIONIOMOTOI0 €JIeKTpodope3y, PeeCTPYIOTh CBITJIOBUN CHUTHAN B KOKHOTO 3
HUX IO Mipl IPOXO/KEHHS 4Yepe3 JIETEKTOp 1 OJECPKYIOTh HYKIECOTUAHY MOCIITOBHICTH
BuxigHoro nanutora. IlepeBara merony Canrepa mossira€e B HOro BIAHOCHIH MPOCTOTI,
BHUCOKI/ TOYHOCTI, aJie BIH JOCUTh JOPOTHH 1 TPYIOMICTKHUH.

JAHK-xmiTuHa 1mIepen pos3moijioM 3a3Hae KapJAWHAIBHUX 3MiH: MOJBIMHA CIIpajb
PO3KPYUYEThCS, JAHLIOTU pO3XOAAThCs. Ha KOXHOMY 3 HHMX ITOUYMHAETHCS CUHTE3
KOMILJIEMEHTAPHUX TMOJMIHYKJICOTUAIB, HA OJHOMY — O€3NepepBHUN, HA I1HIIOMY —
nepepuBuacTHit. Foro xaramisye (pepMeHT moiMepasa; iHIIHil pparMeHT (71irasa) 3muBae
MOJIHYKICOTUAH1 dparMeHTH y Oe3nepepBHuid naHior. Tak 3 oxniei monexkynmu JIHK
YTBOPIOIOTHCS JIB1. ICHY€ HU3Ka METO/IB CEKBEHYBaHHH.

['eHoTHTT NMIOJIMHU, AK 1 IHIIUX OpPraHi3MiB, cHOpMyBaBCS €BOIIOIINHO. 3arajibHa
€BOJIIOLIIS TEHOTUITY €yKapiOoTiB TIOB’Si3aHa 3 IMPOTPECUBHUM 30UIBIICHHSIM KUIBKOCTI
JNHK, mo mpusBeno mo Bemukoi kimbkocTi komyrouumx JIHK. Cepen moknmBux
MeXaHi3MIB 30UIBLIEHHS T€HOMY BHUIULIIOTh MOMIIJIOINM3aLil0 W  amiutidikariio.
Haii0inpmux 3MIH T€HOM 3a3Ha€ B pe3yjibTaTl MOMIIUIOigu3anii (30UIbIIEHHS KUIbKOCTI

JIHK i xpomocom, kpaTHe ramoignoMy). [lomimioinis npu3BoauTh 10 30UIBIICHHS 03U
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BCIX TEHIB 1 CTBOPIOE HAMJIUINOK TEHETUYHOTO MaTepiainy, SKAA B MOJATBIIOMY
3MIHIOETBCS B PE3ynbTaTi MyTaliid Ta gao0opy. OueBHIHO, MO B XOAI  €BOJIOIII
MOJIIIIOIAN3AIIS CYTPOBOKYBAJIACA MEPEXOJOM JI0 IUILTIOIAHOTO CTaHy.

BaxnuBuMm MexaHi3MOM, SIKUW TPHU3BIB J0 €BOIIOMIMHOTO 30UIBIIEHHS T€HOMY, €
aMrIuTipikarlis HyKJICOTHIHUX MOCIIIOBHOCTEH (YTBOPEHHS 1X KOIi, BAHUKHEHHSI JUISTHOK
JIHK, 1110 MOBTOPIOIOTHCH).

[leBHe 3Ha4YeHHS B EBOJIOLIMHOMY BH3HAUEHHI pO3MIpIB TEHOMY  Maid 1
XPOMOCOMHI TiepeOy/I0BH, 30Kpema Jelelii, AyIuliKalii, TpaHciokalii. B pesynbTaTi
TaKUX CKJIAJHUX €BOJIOIINHUX MEPETBOPEHB Y KOXKHOTO BUIY OpraHi3MmiB chopmyBamacs
CKJIaJ{HA CCTEMa I'€HOTHUITY, SIKa MPEeICTaBIeHa PI3HUMHU 32 (QYHKLISIMU T€HAMH.

Cyuachuii cman 00Cni0iceHb 2eHOMY JIIOOUHU.

Mixnaponna nporpama "I'enom moguau" Oyna cpopmynboBaHa Ha modatky 90-x
pokiB XX ct. Ha mouarky 2003 poky reHOM JIOJAMHHM TOBHICTIO CEKBEHOBAaHUM, TOOTO
MOBHICTIO TIPOYUTAHA IMOCHIIOBHICTh TPhOX MUIBSIPIB Map OCHOB, 3 SKUX MOOYyIOBaHA
JHK, Bcix 23 map xpoMocoM JroAuHH. ['eHeTuYHa TOBXKUHA T€HOMY JIOJUHU CKJIaaae
3000 cM (canTuMoOpraHija, reHeTUYHA BiJCTaHb, sIKa JTOPIBHIOE 1% KPOCHHTOBEPY).
Po3B’a3anns nporpamu ,,I' eHOM JIIOOAUHKU CHOPUSIIO CTBOPEHHIO T€HETUYHUX KapT,
BIITBOPEHHIO ITUTOTC€HETUYHOI KAPTHU T€HOMY 1 BJIaCHE CEKBEHCY.

I'enernyna kapTa mnependadae BCTAHOBJIICHHS TMOCIIJOBHOCTI PO3MIIIEHHS
FeHEeTUYHHUX MapKepiB 3 BiJicTaHHIO He O1nbie 1 ¢cM B310BXk ycix xpoMocoM. Taka
TeHEeTUYHA KapTa J03BOJISIE€ KapTyBaTu OyIb-sKUH T'€H, BCTAHOBUTH BIJIHOCHY BI1JICTaHb
M1X JIOKYyCaMHU.

BunsatkoBum ycnixom mnporpamu ,Jl'eHom mroauHu" Oylo CTBOPEHHS
iHTerpanbHux (¢p3uyHKUx) Kapt reHomy. KaproBano Omuzpko 40000 komgyrounx
MOCJIIJOBHOCTEH. 3arajibHa KIIBKICTh I'€HIB, oueBHUIHO, ckiagaTtuMe 30000-40000.

Ha croromni BeCh TEHOM JIOAMHU KJIOHOBAHUN y BUTJISIII BEIMKUX (PparMeHTiB, sKi
MEPEKPUBAIOTh OJUH OJHOTO. Po3TamnryBaHHS KOXKHOTO 3 IUX (PparMEHTIB HA XPOMOCOMI

BHU3HAYEHO 3 BHUCOKOI TOYHICTIO. TepMiH KJIOHYBaHHSI O3HAyae, 10 T'€H KapTOBAHUU,
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BU/IJICHUH, BUBUYEHA HOTr0 CTPYKTYypa, 3HailieHa MyTallis, SKa BUKJIMKAE T€ UM 1HIIE
3aXBOPIOBAHHSI.

PoO3KkpUTTS TeHOMY JIIOAWHU COPUSATHUME PO3BUTKY HOBUX HAINPSAMKIB MEAUIMHU,
BUBYCHHIO MPUPOJN CHAJKOBHUX 1 3JIOAKICHUX XBOPOO, po3poOlii T€HHOI Ta KIITUHHOI
Teparii.

5-6. [lousiTTs Mpo cnaakoBy iHGopmauilo Ta ii peasizaiisi B 03HAKH OpraHizmy.
OcHoBHi ¢pyHKuii OLIKiB. 'eHeTHYHMI KO,

Cami O3HAaKM HE YCIAJKOBYIOTbCs, a Jymimie iHdopmalis npo Hux. Cmaakosa
(remetnyHa) iHGOpPMAIIiS PO O3HAKM 3amucaHa i 30epiraeTbes B MoJekyni JIHK, gepes
AKy BoHa mnepenaerscs. Jumsnka monekynn JIHK, sika koaye mepBUHHY CTPYKTYpy
nominentuny, abo monekynu pPHK ta TPHK, sBisie co6oro rem.

I'eHn € onMHMIIECIO CMAAKOBOCTI. BOHM KOHTPOIIOIOTH yCi MPOLIECH B KIITHHI
IUIIXOM CUHTE3y OUIKiB-(hepMeHTiB (O10karTamizaropiB) Ta iHmMX OUIKIB. i pepmentu, B
CBOIO Yepry, BU3HA4YalOTh CHUHTE3 IHIIMX PEYOBUH KIITUHHU, AKI (OPMYIOTH O3HAKY
(BIaCTUBICTH), @ eeHemu4Ha (cnaokosa) inghopmayis — ye inghopmayisi npo CMpyKmypy
oinkie. KoxXeH CTPYKTYpHUH Te€H MICTUTh 1H(GOpMAII0 MPO CTPYKTYPY OJIHOTO
nomnentuay: 1 red — 1 nomnentua. Yumano OIkiB-(GEpPMEHTIB CKIATAETHCS 3 KUTBKOX
HOJIMENTUAHUX JIAHIIOT1B, CHHTE3 SIKUX KOJY€ETHCS OKPEMHUMHU T'€HAMHU.

binku, sk 1 HyKJIETHOBI KUCIOTH, € Ol0JIOTTYHHUMH HETEPIOJUYHUMH TOJIiMEpaMH,
MOHOMEpPAMH SIKUX € amiHoKuciaoTh. Jlo ckiamy TBapuHHUX OUIKIB BXOAsaTh 20
aMIHOKHCIIOT, Kl € aM(OTepHUMHU CHOJyKaMu. 3aBASKH aM(POTEPHOCTI aMiHOKHCIOTH
3’€JHYIOTBCSA MK COOOI0 MENTUAHUMU 3B’SI3KAMH 1 CTBOPIOIOTh MOJIEKYJIH MOJIMENTUTY.
binku mMaroTh NepBUHHY, BTOPUHHY, TPETUHHY 1 YETBEPTUHHY CTPYKTYPH; Bil CTPYKTYpPH
O11Ka 3aeXkaTh HOTO BIACTUBOCTI 1 (DYHKITII.

OcHosHi (hyHKyii OiNKIB:

1. Binku pa3oM 3 HyKJIE€THOBUMH KHCJIOTAMU € OCHOBOIO JKUTTSI.

2. binku BU3HAYAIOTh O3HAKU OPTaHi3MYy.

3. CrpykrypHa ¢yHKIis (3a0e3meuyroTh YTBOPEHHSI BCIX €JIEMEHTIB KJIITHH 1

Opratizmy).
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4. Karamitnuna (pepMeHTaTHBHA) — KaTali3ylOTh 1 3a0€3Me4yloTh yC1 OCHOBHI
¢byHKIIT opraniamy.

5. PerynstuBHa (TOPMOHH) — PETYJIIOOTh 1 KOOPJAUHYIOTH METa0OJIIUHI Ta
(b1310J10T14HI IPOLIECH OPTaHI3MY.

6. TpancrnopTHa (remMoryio0in).

7. PymiitHa (M103UH, aKTHH).

8. 3axucHa (aHTUTLIA, IHTEPHEPOH).

9. PentenitopHa, a0 >k curHajabHa (y HEPBOBIM CHCTEMi) — pPO3MI3HAIOTh CUTHAJIH,
NIEPETBOPIOIOTH X 1 MEPEIatoTh y MEBHUI BIJIILT OpraHi3My.

10. EnepreTnyna.

OTtxe, cnaakoBa (TeHeTuyHa) iHMOpMaIlis — 1e iHdopMaIlis Mpo CTPYKTypy OUIKIB,
ska 3akogoBaHa B moJiekysi JJHK. ITochinoBHicTh aminokuciot B moJiekyi JJHK, a came
— TIOCIIJTIOBHICTh TPHOX CYCIJIHIX HYKJICOTHIIB (KOJAOBHM TPHUIUIET) KOAYy€E 1H(OPMAIlIO
npo oAHy amMiHOkucioTy. Cucrtema 3amucy cmajakoBoi iHdopMallii, 3a SKOI
MOCIAOBHICTh aMIHOKHCJIOT y MOJICKYJ1 OlKa BHM3HAYA€THCS 4YeEpe3 MOCIIIOBHICTh
HykieotuiB y mosiekyii JIHK, HasuBaeTscsi cenemuunum kooom.

I'enemuunuti K00 — BIaCTUBA BCIM JKUBUM OpraHi3MaM €JJMHa cucTeMa 30epeKeHHs
CIaJKoBO1 1HGOpMAIIiT B MOJIEKYJIaX HYKJIETHOBUX KHUCIIOT.

[TocmimoBHicTh TphOX cycimHix HykJeoTumiB (tpuruier) y JHK ab6o iPHK, ska
KOJlyE TIeBHY aMIHOKHCJOTY a00 MOoYaToK 1 KIHEIb TpaHCHslii (CuHTe3y Ouika),
HA3UBAETHCS KOOOHOM. OCKUIBKH ICHY€ YOTUPU THUMH HYKIJICOTHIIB, T€HETUYHUN KOJ
CKJIaJIlaeThcsl 3 64 KOJOHIB, 3 HUX 61 KOmOoH Koaye 20 aMIHOKHCIOT, SIKI BXOISITh IO
ckiany Oinka. Tpu xomonu — YAI, YAA, YI'A — HoHceHc-konouu (“'cTom-komoHu"),
BOHM HE KOAYIOTh JKOJIHOI aMIHOKHCJIOTH, a € CHTHAJIOM 3aKIHUCHHS TpaHCIAIII, a
konoHu AYT ta I'YI' — curnanom ii moyarky.

Bracmueocmi cenemuunozo kooy:

e Kon tpumnneTHuil — MOCIIAOBHICTh TPHOX HYKJICOTHAIB (KOTOBUN TPHUILIET,

KOJIOH), KOAY€E OAHY aMIHOKHUCIIOTY.
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e Kon yHiBepcanpbHUIl — KOA MPAKTUYHO €AUHUN IS HEKITITUHHUX 1
KIITUHHUX (HOPM KUTTS, OJHI U Ti cami TPUIUIETU KOAYIOTh OJHI ¥ Ti cami
aMIHOKHUCJIOTH B PI3HUX OpraHi3Max.

e Kon BupomkeHuii — ofHy W Ty caMy aMiHOKHCIOTY MOXYTb KOAYBaTH
JeKiIbKa pPI3HUX TpuIieTiB. OJAHUM TPUIUIETOM KOAYETHCS METIOHIH 1
TpunTodaH, KJIbKkoMa — yci 1HII. BpomKeHICTh 3axulliae reHeTUYHUN KO/
Bl MyTalllMHUX 3MiH: YUM OUIbIIE KOJOBUX TPHUILIETIB BiANOBIIAIOTH
aMIHOKHCIIOTI, TUM HaJIWHIIIE BOHA 3aXWIIEHA BiJ MOPYIICHHS peaizamii
T€HETUYHOI TPOrPaMH.

e KoJ He nepeKpUBa€ETHCSA — OJIUH 1 TOM caMUil HYKJIEOTH] HE MOKE BOJIHOYAC
BXOJIMTH JI0 CKJIaJly pP13HUX KOJOHIB (TpUILIETIB). /[Ba po3TamoBaHux nopy4
KOJIOHHM KOJIYIOTb TIJIBKH JIB1 aMIHOKHUCIIOTH.

e Kon mae UmHIMHMI TOpPSIOK 34YUTyBaHHS  (OJHOCHPSAMOBAHUN) 1
XapaKTEepU3Yy€EThCS KOJIIHEAPHICTIO — MOCIIIOBHICTh TPUILIETIB HYKJICOTH/IIB
y iPHK To4yHO BU3Ha4Yae mocaiJOBHICTh aMIHOKUCIIOT Y TIOJIMETTH/I.

e Kox He mMae "po3aisioBUX 3HAKIB" — KO/ 0€3 KOMH.

7. I'en. Ximiuna OynoBa i ¢pyHkmii.

I'en — 1e eneMeHTapHa AUCKPETHA OJMHUII CHAJAKOBOCTI, (DYHKIIIOHAJbHA
onunuls renetnyHoi iHdopmartii. Hinsaka monexymu JJHK (y nesxux Bipycie — PHK),
AKa MICTUTh 1H(OpPMAIL[iI0 NTPO MEPBUHHY CTPYKTYPY ModinenTuay ado iH(opMario mpo
MOCJIITIOBHICTh HyKJIeoTu 1B y Mosiekyii iPHK a6o TPHK.

Icuytoms pisni 6uou 2enis:

1) CTpyKTypHI — BOHHM MICTATh TI'€HETHYHY I1H(OPMAII0 MPO MOCTIAOBHICT
aMIHOKUCIIOT y MoJjekym Oinka. [leBHMiI TeH KoJye CHHTE3 OJHOro OljKa.
HalimeHnry OAWHMIIO TEHETUYHOTO Martepiaidy, sfKa KOJye€ CHHTE3 TIEBHOTO
MOJIMENTUAY Ha3WBalOTh LUUTPOHOM. OJUH IMTPOH KOJAY€E OAUH MOJIIMENTHI.
Tepminu "uutpon” 1 "reH" BBaKarOTh CHHOHIMaMU;

2) renu TPHK — konyrote cuntes tpancnoptaux JJHK;

3) renu pPHK — koaytots cunrtes pubocomunx PHK;
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4)

5)

PETYJIATOPHI T€HH — KOHTPOJIOIOTH AKTUBHICTh CTPYKTYpHUX T€HIB, KOIYIOThH
CTPYKTYpY OiiKa-penpecopa;

BIJIKpUTI TICEBJAOTE€HM — BOHHM CXOXI1 Ha CTPYKTYpHI, aje HE TPaHCIIOIOThCS B
(YHKITIOHaTbHO aKTUBHI MOIMETTHIH.

['enu xapaxkmepu3syomuscs makumu 03HaAKAMU.:

KOXeH T€H YHIKaJIbHUN, TOOTO B KOXXHOMY T€HI YHIKajbHa IIOCIIJIOBHICTh
HYKJICOTHIIB, SIKa CKIaAaeThes mpuOan3Ho 3 1 000 map HyKJI€OTH/IIB;

KOXEH T'€H 3/IaT€H KOHTPOJIIOBATH JIMIIIE TIEBHY O3HAKY;

TeHH PO3TAIlIOBaH1 Y XpOMOCOMaXx B JTIHIHHOMY MOPSIIKY;

KOXKEH T€H Ma€e B XpOMOCOMI CBO€ Mmicue (JIokyc). Bimomi Takox MOOLIBHI T'€HH,
SIK1 3/1aTH1 J0 MEePEeMIIICHHS 110 TCHOMY KIIITHHU;

TE€HU ICHYIOTh Yy JBOX CTaHaX (JOMIHAaHTHOMY 1 PEIECMBHOMY), iX Ha3UBalOTh
asnienbHUMH. BoHU 3aliMaloTh 0/IHAKOBI JIOKYCH TOMOJIOTTUHUX XPOMOCOM;

reHu CTallIbHI (MepealoThesl 13 TMOKOJIHHA B TIOKOJIIHHS), 3aBMISIKK IXHIM
CTaOUIBHOCTI B MPUPO/I1 30€pIratoThCs BUIIH;

T€HU MOXYTh 3MIHIOBATUCA. 3MIHM B CTPYKTYypl T'€HIB Ha3MBaIOTh MYTaIlI€IO.
MyTaHTHUI T€H TaKoX CTaOUIbHMI (MyTalli yCHaJKOBYIOThCS 13 MOKOJIHHS B
nokouiHHs). HaiimeHmia niisHka TeHa, 3MiHa SKOT MOXKE CHPUYMHATA MYTAIlIo,
HA3UBAETHCS MYTOHOM (OJIMHUIIA MyTaIlii);

TeHH MOXKYTh B3aeMoiaTu. Lle Bege 10 mosiBU HOBOI O3HAKM;

T'eHH, SIKI PO3TAIllOBaHI B OJHIA XpOMOCOMI, 34erieHi. BoHU yTBOPIOIOTH Tpymy
3UYEIJICHHS 1 yCIaJAKOBYIOTBCS Pa3oM;

34YEIUICHI TeHH MOXYTh YCIaIKOBYBATHCS OKPEMO 3aBISKH KPOCHHIOBEPY, SKHIA
B110yBa€ThCS B MEHO31;

reHU MOXYTh pekoMOinyBaTucs. Oaunuus pekoMOiHalii — pekoH. Lle HaiimeHnmia
TJISHKA, SIKa HEe TUIMTHCS IUITXOM PEeKOMOIHAIlii;

aKTUBHICTh TeHa TMepedyBae mMiJ TEHHUM KOHTPOJEM 1 KOHTPOJEM YWHHUKIB

30BHIIIHBOTO CEPEIOBHUIIIA;

24



- CYKYIIHICTh T€HIB OpraHi3My HAa3MBA€TbCS T€HOTHUIIOM. | €HOTUIl YHIKaJIbHHHA Yy
KOXXHOMY opraHi3mi (kpiM MZ-0113HIOKIB), TOMY BC1 JIFOAU YHIKAIbHI;

- TEeHOM — CYKYIIHICTh T€HIB, sIKI MICTAThCA B TaIUIOiTHOMY HaOOpi XpOMOCOM.
CraTeBa KJIITHHA Ma€ OJTMH T€HOM, a COMAaTUYHA JIBa;

- OUIBIIICTh T'€HIB €yKapIOTIB € YHIKAJIBHOIO 1 MPEJICTaBICHA B TEHOMI JIUIIIE OJIHIEI0
KOIIIEIO;

- KOXHHUU TeH ckiamaethess mpuonm3no 3 1 000 map HYKICOTHIIB, KITBKICTh Ta
MOCTIAOBHICTh iX Yy KOXXHOMY T€HI YyHIKaJdbHa, TOMY T€H creuu(piuyHui 1
KOHTPOJIIOE TIEBHY O3HAKY;

- T'€HU NOJIBOIOIOTHCS B 1IHTEp(Da3i;

- TeHH KePYIOTh O10CHHTE30M;

- reH BigHoBIo€e JIHK micns ymkomkeHs;

- T€H 3J1ACHIOE KOHTPOJIb 32 PO3BUTKOM Ta CTAPIHHAM KJIITHH.

Ve renernyna iHGopMallis Ipo CTPYKTYpy OUIKiB 3amudpoBana B Mmoseky JJHK
(reHax) yepe3 MOCIIIOBHICTh HYKJIEOTUAIB. OIUH T€H KOAYE OJUH O1I0K ((hepMeHT).
binku-pepmenTn B3aeMoniroTh MDK co0Ooro, 10 Beae A0 (HOpMyBaHHS O3HAKH. Ajie
O3HaKa (OpPMYEThCS HE JUIIE MiJ BIUIMBOM B3aeMoOJli OaraThbox (epMeHTiB, a ¥ 3a
NIEBHUX YMOB CEpPEIOBUIIIA.

OCKIUJIBKM TEHOTHUIT yCIX JIIOJIe YHIKQJIbHHUM, a OTKe, YHIKAIbHUMA CKiIaa OUJIKIB,
TOMY ¥ yHIKaJbHI BCl JIOJU. Anie GOpMyBaHHS JIFOAUHU SIK OCOOMCTOCTI 3aJIeKUTh HE
JuIIe BifJ il TEHOTHUIY, a ¥ BiJl YMOB CEpEJIOBHINA, BUXOBAHHS, CAMOBHUXOBAHHS, OCBITH
TOIIIO.

8. Onepon. Moro 6ynoBa i pynknii. KapryBanusi renomy JII0AMHH.

B ycix comaTM4HMX KIITHHaX OJHOTO OpraHi3My OJHAKOBHM Habip XpOMOCOM
(kapioTuIl) Ta TE€HIB. Y JIOJUHUA KaplOTUIl CTaHOBUTH 46 XpomMocoMm. AJjie BCl COMaTH4HI
KJIITUHUA BIJIPI3HAIOTECA (OPMOIO, po3Mipamu, (PYHKITIEIO, CKIaJ0M O1JIKIB, HE3BaXKaIOUU
Ha Te, 0 TeHETUYHA 1H(pOpMAIIis PO OUIKU B yCiX KIITHHAX OJHAKOBA. 3BIJICH BUCHOBOK,
0 HE BCl I'€HU «IPALIOIOTh» B YCIX KIITHHAX OJHAKOBO, TOOTO B PI3HHUX KIITHHAX

"MpaIoroTh" pi3HI TeHU, 0 1 Bee A0 CHHTE3Y PI3HUX O1JIKIB.
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KpiMm TOro, B OfHiil 1 Tili camiil KJIITHHI CHHTE3 pI3HUX OUIKIB BiAOYBa€eThCS 3
HEOJIHAKOBOIO MIBHAKICTIO. TOMy B KIIITHHI Ma€ ICHyBaTH SIKMICH JIy’K€ JOCKOHAJHI
MeXaHi3M, 1110 3a0e3nedye BUOIpKOBUN CUHTE3 HEOOX1THUX OLIKIB 1 MEBHY iX KIJIBKICTb.

Yci nporiecu KIITUHHOTO METaboJi3My Mepe0yBaloTh MiJl KOHTPOJIEM T'€HIB, TOMY
THIYKIISA 1 penpecis CMHTe3y OUIKIB TaKOXK KOHTPOJIIOEThCA TeHaMu. LIimicHy Teopiro
IFCHETUYHOTO KOHTPOJIFO OLIKOBOrO CHUHTE3y cTBopwid B 1961 pomi  (paHIry3bki
MikpooOiosoru 1 renetukn @. XKakob ta XK. Mono. L5 Teopis oxepkana Ha3By "'Timoresa
(xoHIIEMIIis1) omnepoHa”. 3riAHO 3 II€I0 KOHIICTIIIEI0, OMIEPOH — IIe TPYyNa CTPYKTYPHHX 1
(GYHKI[IOHATBPHUX TEHIB, L0 MPAaIiol0Th ojaHouYacHO. [li3Himie If0 KoHIemiio OyIo
JIOTIOBHEHO.

3a Ccy4acHHMMH JIaHUMH JO0 CKJIaJly OIEpOHA HajeXaTh: T€H-IIPOMOTOpP 1 TEH-
orepaTop.

Oneponna cucmema — OJJUH 13 MEXaHI3MIB PEryJisillii aKTUBHOCTI I'€HIB, a OTXKe, 1
cuntedy OuikiB. lle camoperyiaboBaHa cuHcTeMa, SKa TIPYHTYETbCS Ha MPUHIUII
3BOPOTHBOTO 3B’513Ky. B omepoHi BUAUIAIOTE 30HU: 1) npoxcumanvua (akuenTopHa), sika
MICTUTh TIOCHIJJOBHO PO3MIIIEHI TE€HH-ONEepaTopyd 1 NPOMOTOpH; 2) oucmanivHa -—
pEryisiTopHa 30Ha. Y TBAPHUH 1 JIOJUHU KOXKEH ONEPOH MICTUTh 0araTo peryisiTOpHUX
reHiB. CTpyKTypHI T€HH, SKI BIJIMOBIIAIOTh 3a CHHTE3 (PEPMEHTIB OJHOTO JIAHIIIOTa
O10XIMIYHUX PEAKIliH, MOKYTh OyTH PO3TalllOBaHI HE B OJJHOMY OIEPOHI, a PO3CIsHI 1O
TeHOMY.

Jpyruit MexaHi3M reHHO1 aKTUBHOCTI, SIKUI € TIJIbKA B €yKapioTiB, — 1€ OJIHOYACHA
rpynoBa penpecis reHiB y LTI XpoMocomi abo Ha ii autaHui. Penpecist 3a1HCHIOETbCS 32
JIOTIOMOTO0 O1IKIB-TICTOHIB, siKi, 3B’si3ytounch 13 JJHK, mpurHiuytoTh TpaHCKpUMIIiIO.
HericToHOB1 OUTKH yCyBalOTh OJOKYIOYY JIi0 T1CTOHIB.

BuByeHHs mpoLeciB peryidiii TeHHOI aKTUBHOCTI Ma€ BEJIUKE MpaKTHYHE
3HAUCHHA. YMIHHS KOHTPOJIOBATU XUTTEAISUTHHICTh KIITUHU JACTh 3MOTY BIUTMBATH HA

30yIHUKIB 1HPEKIIHHIX XBOPOO Ta pi3HI (OPMU PAaKOBUX KITITHH.
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OTxe, onepon — 1€ CyKyNHICTh CTPYKTYPHUX T'€HIB Ta TeHa-onepaTtopa. Ha neBHiit
BIACTaHI BiA 1€l rpynu mnepedyBae TeH-PETyJsTOp, SKUH KOHTPOJIOE Tepexin
CTPYKTYPHHUX T'€HIB OITOCEPEIKOBAHO, YepPE3 TCH-0IEPaTopP.

[Tpomotop € miciiem npueananus mosekyan PHK-nomiMepasu 1 Bu3Havae, skwif 3
nBox naniroriB JIHK Oyae maTpuriero mij yac TpaHCKPHIIIIi.

Axmo Oiok-penpecop rnepedyBae B akTUBHINA ¢Gopmi, TO BiH MPHUETHYETHCS 0
reHa-onepaTropa, THM CaMUM OJIOKYIOYM MOXJIMBY TpaHCKpuniito. OnepoH crae
HEaKTUBHUM. SIKIIO X OiTOK-pempecop MepexoauTh y HEaKTHBHY (opMmy, TO TeEH-
OrepaTop BUBUIBHAETHCS, ONEPOH AKTUBYETHCS 1 PO3IMOYMHAETHCS TPAHCKPHIIIS 3

HACTYIMHOIO TPAHCIALI€0. TaKMM YHHOM, PETIPECOP € HEFATUBHUM PETYJIATOPOM.

Iumanns onsa camokoHmponIo:

1. CTpykTypa i BIaCTMBOCTI XpOMOCOM. IX Knacudikariis.

2. HopmanbHuil KapioTUIl y JIFOIUHH.

3. MounekysipHa oprasizaiiisi XpOMOCOM.

4. TeHoTun JIOJAWHMU SK IIUIICHA cuUcTeMa TeHiB opraHidmy. CyyacHud cTaH
JOCJTII)KEHb TEHOMY JIFOIMHH.

5. Knmitura — OCHOBHAa CTPYKTYpHO-(DYHKIIIOHAJIbHA OJWHUIIA OKUTTS: OyJi0Ba

KIITUHHY; XIMIYHWM CKJIaJ KIITAHW, MITO3, aMiTO3, MEHO03; CcTaTeBl KIITHHH,
3aIUT1THEHHS; TTOPYIIECHHS 3arUTiTHEHHS Ta HOTr0 HACI K.

6. Brums ajgkoroiiro Ta HIKOTHHY Ha CTaTEBl KJIITUHU Ta 3aIlIiTHCHHS.

7. TlonsATTs mpo crnagkoBy iH(OpMaIiio Ta ii peani3alio B 03HaKU OpraHi3my.

8. Hyxneinosi kucmotu. I eHeTHYHA POJIh HYKJICTHOBUX KHUCIIOT.

9. TloHATTS PO CTPYKTYPY OLIKIB Ta IXH1 BJIACTUBOCTI.

10.biocunTe3 Oinka. [lopyiieHHs, siki BUHMKAIOTh Ha eTamax OloCHMHTe3y OLIKiB, 1X
HACITIJIKH.

11.0OcHoBHi pyHKuii O11KiB. 'eHeTHUHMN KOJ.

12.T'enom moauuu. KapTyBaHHsI TeHOMY JIOAUHHU.

13. I'enna imxeHepis Ta 610TEeXHOJIOTS.
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14. T'en. Ximiuna OymoBa i QyHKIIII.
15. Onepon. HMoro 6ynoBa i yHKIii.
16. Anomautii po3BuTKy. [IpuunHm Ta MeXaHI3MHU iIXHBOT MOSIBH.

17. I1loHATTS PO KIOHYBAHHS JIFOJWHH.

Jimepamypa:
1. BoukoB H.II. Memunmnckas remetuka / H.II. boukos. — M.: ITDOTAP-ME]], 2002. —
C. 20-32.
2. Memuuna Oionorist: [linpyunuk qms BH3 II-IV piBniB Buknananus / 3a pen. B.M.
[Timaxka, }O.1. Baxxopu. — C.153, 164-167.
3. Ilytunuena I".J1. MenuuHa reHeTnka: [Tigpyunuk / 1. [Iytunuesa. — K.: Meauuuna,
2008. — C. 11-124, 216-269.
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3AKOHOMIPHOCTI VYCHAAKYBAHHA O3HAK. XPOMOCOMHA
TEOPISA CHAAKOBOCTI. B3AEMO/II I'EHIB

1. MonorenHe ycrmankyBaaHHs. MeHIENBChKI O3HAKH JIFOIMHH.

2. Tunu ycnaakyBaHHSI MEHJETIBCHKUX O3HAK.

3. 3uyeruiene ycnaakyBaHHs reHiB. Jlo3u reHiB. Edekt nonoxeHHs reHiB. OCHOBHI
MOJIOKEHHSI XPOMOCOMHOI TEOpii CITaJKOBOCTI. XPOMOCOMHE BU3HAYCHHS CTaTi
mroguau. O3HaKH 34YerIeH] 31 CTaTTIO.

4. B3aemopis reHiB Ta iX MPOSIB IPU PI3HUX THMAX yCMaaKkyBaHHSA. B3aemomis
aJeIbHUX TEHIB.

5. MHoxunHU# anenizm. YcmajakyBaHHs Tpyn KpoBi 3a cuctemoro ABO Ta pe3yc-
(dbakTOopoOM.

6. Bzaemomis HeanenpbHuX reHiB. KommeMeHntapHicTs. Emictas. Ilomirenne
yCHaJKyBaHHS  KIUTbKICHMX  O3HaK  (IJICHOTpOMis, EKCIPECHBHICTh  Ta
MEHETPAHTHICTh T€HIB).

7. TlonsaTTs po reHokomii Ta GeHOKOMIi.

8. LuTomoriyHi Ta reHETUYHI KapTu. | eHeTH4HI MapKepH.

1. MoHorenHe ycnaakyBaanHsi. MeHae1iBCbKi 03HAKHU JIIOAUHU.

Monocennum Ha3MBAE€ThCS TaKWW THUN YCMAJIKyBaHHS, KOJM CHAJKOBa O3HAKa
KOHTPOJIOETHCST  OJMHUM  TeHOM.  JlocmiKyBaB  3aKOHOMIPHOCTI ~ MOHOTEHHOTO
yCclaaKyBaHHs BUAaTHUM BueHuil I'. Mennens. BiH ekcniepuMeHTaabHO OOIPYHTYBAB Ha-
SIBHICTh OJMHUIIb CMAJKOBOCTI (CHAJKOBHMX 3aJaTKIB, CIAJKOBUX (DAKTOPIB) 1 OMHCAB iX
Ba)KJTUBI BIIACTUBOCTI — JIUCKPETHICTh, CTA0IBHICT Ta CIICIU(IYHICT aJeIbHOTO CTaHy.

[IpuHiunoBo HoOBe, BHeceHe . MeHnaenem y BUBYEHHS YCHAIKyBaHHS, — L€
riopugosioriyanii MeTon (TiOpua — 1€ CYKYIHICTh). AHami3yloud pe3ylbTaT MOHO- 1
JUT10pUTHOTO CXpENTyBaHb TOPOXY, BIH JIMIIIOB BUCHOBKY, IIIO:

1) pO3BHUTOK CIAJKOBUX O3HAK 3aJICKHUTD BiJl TIepeadl HalllaKaM CITaJKOBUX (DaKTOPIB;
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2) cmagkoBI YMHHMKH, SIKI KOHTPOJIOIOTH PO3BUTOK OKPEMOi O3HAaKW, MapHi: OAUH
MOXOAMTH BiJ OaThKa, APYruil — BiA Marepi; y PyHKIIIOHAILHOMY BITHOIICHHI YUNHHUKU
MaloTh BJIACTUBOCTI JJOMIHAHTHOI 1 PEIECUBHOI O3HAK (JIOMIHAHTHA O3HAKa, KA MPOSBIISE
cebe, perecuBHa 03HaKa — cebe He TPOSBIISIE B OMHAPHIN 1031);

3) cnagkoBi (akTOopu IepemarThCcd B PAAl  MOKOJiHb, HE BTpA4YarOud CBOET
1HIMB11yaJIbHOCTI, TOOTO XapaKTePU3yIOThCS CTATICTIO;

4) B mporeci YTBOPEHHS CTaTeBUX KIITHH TapHI alle)ibHI TeHU MOTPAIUIIIOTh Yy Pi3Hi
ramMeTH (3aKoH "JYHMCTOTH' raMeT): BIHOBJICHHS TaKWX Iap BiIOYBAa€ThCS B PE3yJIbTaTi
3aILTTHCHHS,

5) MarepuHCBKHIA 1 OATHKIBCHKMM OpPraHI3MH PIBHOIO MIpOIO O€pyTh y4yacThb y nepenadi
CBOIX cmaakoBuX ¢akTopiB Hamiaakam. HoBe MOKOMIHHS OTpUMY€E HE TOTOBI O3HAKH, a
TUIBKU MaTepiayibHi (DaKTOPH.

Ha nux npuHImnax 1pyHTyIOThCS MpaBuiia (3aKOHH) YCIaKyBaHHs, C(OpMYIThOBaH1
I'. Mengaenem.

Memnoeniecoki o3naxku aoO0uny. 3araabHl 3aKOHH CIIQAKOBOCTI OJHAKOBI JJIA BCIX
KUBUX 1CTOT. MEHIe/II0I041 03HAKH JIIOAUHU — 1€ O3HAKH, SIKI MiAMOPSAKOBYIOTHCS a00
YCHAJKOBYIOTBCS 32 3aKOHOMIPHOCTSIMH, BcTaHoBlieHMMH I. Menzaenem. Bonu €
JTUCKPETHI W yCIaaKOBYIOThCSI MOHOTreHHO: 1 reH — 1 o3naka. Bimomo monan 100 BumiB
MeTa0OIYHUX aHOMAaNM y JIOJUHU, SIKI YCIAIKOBYIOTHCS 3TiTHO 3 MEHJEIIBCHKOIO
MOHOTIOpUJIHOIO CXEMOI0, HalpUKIaJ, TajakTo3emis, (EeHUIKEeTOHypisd, pi3HI (opmu
reMoryiooiHonarii Ta inmr. JlomiHaHTHOIO 200 PEIIECUBHOIO 03HAKOIO Yy JIIOJIUHU € 03HAKA,
a He reH. JIOMIHAHTHICTh YW PELECUBHICTh — I1I€ HACHIJIOK [ii reHa, a He Horo
BJIACTUBICTb.

2. Tunm ycnaakyBaHHsI MeHAeJiBCbKHX 03HAK.

JUia  JTIOAMHU  XapaKTepHI BIAOMI THUNM YCHAJKyBaHHS O3HAaK: ayTOCOMHO-
nominanTHu# (AJl-Tum), ayrocomHo-peniecuBauil (AP-Tum) ta 3ueniuenuii 13 CTaTeBUMH
XpOMOCOMaMH.

Aymocomno-0ominanmuuil mun ycnaokyeanusa. BHacIioK TOro, 1o JOMIHAHTHI

TeHH, SIKI BUKIMKAIOTh PO3BUTOK 3aXBOPIOBAHHS, B TOMO3UTOTHOMY CTaH1 37€01IbIIOTO
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JIeTaNbH1, TO BC1 NUTIOOM MIXK 3I0pOBUMU 1 XBOPUMH BIIHOCATHCA 10 TUIY Aa X aa, ne A
— JOMIHAHTHWM TE€H, SKWHA BHW3HAYA€ PO3BUTOK CIAJKOBOTO 3aXBOPIOBAaHHS, a -
pPELECUBHUM T'EH.
3a IbOTO TUITY YCIMAIKyBaHHS NEPEBAKAIOTH TaKl YMOBHU:
1) KOo’)kHa XBOpa TUTHHA MA€ XBOPOTO OJTHOTO 3 OATHKIB;
2) 3aXBOPIOBAHHS IEPEIAETHCS MO CHAJAKOBOCTI B IMOKOMIHHAX (XBOpI € B KOXKHOMY
TTOKOJIIHHI);
3) y 310poBHUX OAThKiB AITH OYAYTh 3I0POBHMH;
4) 3aXBOPITH MOXYTh 1 YOJIOBIKH, 1 )KIHKH OJTHAKOBO YacTO, OCKUILKW T'€H JIOKAJI3y€ThCS B
ayTOCOMI,
5) IMOBIPHICTh HApPO/KEHHS XBOPOI TUTHHHM, SIKIIO XBOPHH OMUH 3 OaThKiB, CKJIaJae
50%.
3a TakUM THUIIOM YCHAJKOBYIOTHCS JESKI HOPMaJIbHI 1 MATOJIOTIYHI O3HAKU: Oiie
IacMO BOJIOCCS, BOJIOCCS KOPCTKE, MPsIME, IIEPCTUCTE BOJIOCCS, KOPOTKE, KydepsiBe, MUIITHE,
TOBCTA IIKipa, 3AaTHICTh 3TOPTATH SI3UK TPyOOUKOI0, TabcOyprcbka ryda (HWKHS Imenena
By3bKa, BUCTYIIA€ BIIEPEN, HWKHsA Ty0a BiJBHCIA 1 HAMIBBIAKPUTHHA POT), MOJIIAKTHIIIS
(GararomnaiicTh, KOJIM KUTBKICTh MAJbBIIB JOcsATaE 6-9 Ha HOrax ab0 pyKax), CHHAAKTUIIS
(3pomieHHsT M'IKMX a00 KICTKOBHMX TKAaHHMH (hajlaHT JBOX 1 OUIbIIEC MAIbI[B), OpaxigaKTHIIis
(KOpOTKOMATICTh, HEJOPO3BUHEHHSI AUCTAIBHUX (haJIaHT Majblli), apaXHOJAKTHIIIS (CHIIBHO
BUJIOBXKCHI IaJIbIli) Ta iH.
AymocomHo-00MIHaHMHOMY MUNY YCNAaoKy8aHHs 61ACMUBL MAKI O3HAKU:
1) nmepenaBaHHS 3aXBOPIOBAaHHS 3 TOKOJIHHS JO TOKONIHHS (YCHaIKyBaHHS ITO
BEpTUKAJIL);
2) mepenava 3aXBOPIOBAHHS BiJl XBOPUX OATHKIB JITSIM;
3) 3m0opoBi  wieHHM CiM’i, fAK TpPaBWIO, MalOTh 3J0POBUX  HAIIAJKIB;
4) oOMBI CTATi ypaKaOThCs OJJHAKOBO YacTo.
JliarHOCTHKA ayTOCOMHO-IOMIHAHTHOTO TUITY YCIaAKyBaHHS 1HO/1 CKJIaJae MeBHi

TPYAHOILl, 3YMOBJEHI TAaKUMH BJIACTUBOCTSIMHU, SIK MEHETPAHTHICTh (MMOBIPHICTH
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IpOsIBY T€HAa) Ta €KCIPECUBHICTh (CTYMiIHb BUPAXEHOCTI O3HAKM, JJII XBOpOOU — 1I€
TSOKKICTBh TIEpeOiry 3aXBOPIOBAHHS).

Aymocomno-peyecuenuii  mun  ycnaokyeanusa. SIKIIO  PElECUBHI  I'€HU
JOKalli30BaHI B ayTocoOMaxX, TO TMPOSBISIIOTBCS BOHM TUIBKM MpU U001 JBOX
reTepo3uroT ab0 TOMO3UTOT 32 PEIICCUBHUM aJIeJIEM.

[cHYIOTH TpHY BapiaHTH ILTIOO01B:

1) aa x aa — Bci 1iTH XBOPI;

2) Aa x aa - 50% niteir OyayTh xBopuMH, 50% (EHOTUITHO 370POBi, ajie¢ € HOCISIMH
MMaTOJOTIYHOIO T€HA;

3) Aa x Aa - 25% niteit OyayTh XBopuMH, 75% (eHOTHITHO 310pOoBi, ane 50% 3 HUX €
HOCISIMH MATOJOTIYHOTO T'eHa.

3a ayTOCOMHO-PEIECHBHUM THUIIOM YCIHAJIKOBYIOTHCS TaKl O3HAKU B JIFOJUHHU:
BOJIOCCS TpsiMe 1 ToHke, mmikipa ToHka, O (I) rpyma kpoBi, rpyma kpoi Rh-, xBopoOu
00OMiHYy peuoBUH ((PEHIIKETOHYPIs, TAIAKTO3EMIsI TA 1H. ).

Yactora BUHUKHEHHS ayTOCOMHO-PEIIECHBHOTO 3aXBOPIOBAHHSA 3HAXOJIUTHCA B
NPSMiii 3a1€XKHOCTI Bijl CTYIICHS MOMMPEHHs MYTAHTHOTO reHa. FIMOBIPHICTh pelieCHBHHX
CHAJKOBUX XBOPOO OCOOJIMBO 3pOCTa€E B 130JATAaX Ta MOMYJALISAX, B SKUX Oarato
Onmu3pkopoaMHHUX 1UIOOIB.  Ile 3ymoBieHo TuM, TO TYT "KOHIEHTpars"
reTEPO3UTOTHOTO HOCIIICTBA BUIIA, HIXK Y 3arajibHIN MOIMYJIAIII].

Aymocommno-peyecusnuii mun ycnaoky8aHHs MAe€ psio 8IOMIHHUX PUC:

1) Bij1 310pOBHX OATHKIB HAPODKYIOTHCSI XBOPI ITH;

2) BiJI XBOPOTO 0aThKa HAPOHKYIOTHCS 37I0POBI JiTH;

3) XBOpitOTh B OCHOBHOMY cuOcu (Opatu, cecTpu), a He OaThbKU-IITH, 5K TPH
JOMIHAHTHOMY THITI YCTIQJKyBaHHS;

4) y poJIoBO/II MTEPEBaX}KHO OLIBIINK BiICOTOK OJIM3bKOPOANHHUX IILTIO0IB;

5) BCi 310pOBi OaTbKHM XBOPHUX JiTEH € TeTEPO3UTOTHUMH HOCISIMU MAaTOJIOTTYHOIO TeHa,;

6) 0JTHAKOBO YaCTO XBOPIFOTh YOJOBIKH 1 KIHKH;

7) y TE€TepO3UTOTHUX HOCIiB CIIBBIJHOIIEHHS XBOPHX 1 3I0pOBUX AiTel ckiaaae 1:3.
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[Ipy ayTOCOMHO-pEelleCUBHOMY THWIII YCHAJAKyBaHHsS, SK 1 MpPU ayTOCOMHO-
JOMIHAHTHOMY, MOXJIMBI PI3HOTO CTYyNEHs EKCIPECHUBHICTh O3HAKH 1 YacToTa
NEHETPAHTHOCTI.

3uenneni 3i cmammio o3naxu. CtateBl XpOMOCOMH, KpIM BH3HAYEHHS CTarTi,
BUKOHYIOTBH 1 1HII (PYHKIII1, OCKUIBKM MICTSTh T€HH, K1 BIUIUBAIOTh HAa Pi3HI CUCTEMH
opratiB. YcnaJKyBaHHSI O3HAK 1 BIACTUBOCTEH, 3yMOBJICHUX T'€HaMU, JOKaI130BaHUMHU B
cTtaTeBUX XpoMocoMmax (X abo Y) Ha3uBAETHCS YCHAOKYBAHHS, 3YENIeHUM 3i CIammio.
XapakTep 34erUIEHOTO 31 CTaTTIO YCIMaJKyBaHHsS ICTOTHO 3aJIeKUTh BiJl TOTO, B SIKHX
CTaTeBHX XPOMOCOMaxX 1 B AKUX AUISHKAX PO3MIIICHI Ti YM 1HII reHU. B HUX MicTUTBCS
oJlHa 13 HaNOUIBIIKX Tpyn 34erieHHs. Jlo ii ckiamy BxoauTh 65m3bk0 90 rewis. 111 o3Haku
YCHAJAKOBYIOTHCS 32 X-34eIUICHUM a00 Y-3UeIJIEHUM TUIOM 1 T€HU MOUISIOTHCS HA TPU
HIATPYIN 3aJIEKHO B1JT TOTO, B IKUX UISIHKaX X- 1 Y-XpOMOCOMH BOHH PO3TAILIOBaHI.

Jlo mepmioi miArpynu BIAHECEHO TE€HHU, PO3TAIOBAaHI B MapHOMY CETMEHTI
cTaTeBUX XpoMocoM (y TiH AUIAHII, sIKa oAHaKoBa y X- 1 Y-xpoMmocom). I]e X-3uennenutl
OoMIHauHmMHuL mun ycnaoxysauus (X/1).

1. Konu xBopuii 6aThKO, @ MAaTH 310POBa, YCI IXH1 JIOHBKH TaKOX XBOPITUMYTh, a
CUHU OyAyTh 370pPOBI.

2. Skmo XxBopa MaTu, ajié BOHa TE€TEPO3UTr0THA, a OaTbKO 3I0pOBUHM, TO
HMOBIPHICTh HAPOKEHHS XBOPOT AUTUHH cTaHOBUTUME S0% HE3aneHO BiJ CTaTI.

3. SIxuio xBopa MaTh roMo3UroTHa, To Bei 1itu (100%) OyayTh Takox XBOpI.

Hpyry nmiArpymny ckjiajaloTh T€HH, pO3TAIIOBaHI B AUISHII X-XPOMOCOMHU, SKOI
y Y-xpoMocoMu Hemae. Takl I€HM MNOBHICTIO 34YEIUIEHI 31 CTaTTIO, MEepelaroThCs
HamagkaM paszoM 3 X-XpOMOCOMOIO 1 HE MOXYTb MepexoauTu 3 X- B Y-XpOMOCOMY.
Ywucno rewis, sKi BXOJATH B 110 MIATPYMY, B JIOAUHU AOCUTH Benuke. Lle X-3uennenui
peyecusHuli mun ycnaokyeauts (XP).

1. XBOpitOTh MEepeBaXKHO OCOOH YOJIOBIUOi CTATI.

2. Y xBoporo 6aTbKka BCi CMHH OyIyTh 370pOBi (ITATOJIOTTYHUNA T€H MEPEIA€ThCS

TUJIBKU JJOHBKaM).
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3. XBopoba (03HaKa) IepeaaeThCsl BiA IIIyCIB OHyKaM 4epe3 MPaKTUIHO 3J0POBY
TIOHBKY-HOCIS.
4. XBopa MiBYMHKA MOXKE HApOJAUTHUCS TUTBKH B IILII001, B IKOMY 0aTbKO XBOPHH,
a MaTH € HOCIEM a00 XBOPOIO.
Tpetio miaArpymy ckiIagaloTh T€HHM HEMApHOI JAUISHKUA Y-XpPOMOCOMH. Taki TeHH
OTpUMAaJIM Ha3BY TOJIAHJIPUYHUX, BOHU OOMEKEH1 TUIBKHM YOJIOBIYOIO CTATTIO 1 YHCIO X
HEBEJIMKE. YC1 BOHHM YCIQIKOBYIOTBHCS TUIBKM I10 YOJIOBIWiHM JIHIT BiJl TOKOJIHHS 0

MOKOJIIHHS: Y XBOPOro 0aThka BCl cCMHU OyAyTh Takox xBopi (100%).

Haitnowupeniuii MoHO2eHHI cnaAdK08i CUHOPOMU

Cunapom

Tun ycnaakyBaHHsA

Anb01HI3M OYel 1 HIKIpU
BpaxinakTumis
lManakrozemis

I'emodimis A

I'emodinis B
I'moxoHpormuiasis
JliabeT HelykpoBuii
ATpodist 30poBOro HepBa
Karapakra Bpokena
Karapakra Bpokena
Karapakra Bposkena
Myxkomimino3s, Tanu I, 11, T11
Xopest I'enTiHrTOHA

I'emepanomis

AyTOCOMHO-PELIECUBHUI
AyTOCOMHO-I0MIHAHTHUM
AyTOCOMHO-PELIECUBHUI
X-34EIJICHUN PELECUBHUI
X-34EIJICHUN PELlECUBHUI
AyTOCOMHO-OMIHAHTHUM
X-34EIJICHUN PELECUBHUI
AyYTOCOMHO-PELIECUBHUI
AyTOCOMHO-PEIIECUBHUI
AyTOCOMHO-IO0MIHAHTHHUM
X-34eTUIeHU PENECUBHUI
AyTOCOMHO-PEIIECUBHUI

AyTOCOMHO-IOMIHAHTHUM

AyTOCOMHO-IOMIHAHTHUM, X-34EIJICHUN peLieCUBHUI
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3. 3uemuieHe ycnaakyBaHHsi reHiB. /lo3u reniB. EdekT mnosioskeHHsi redis.
XpoMocoMHe BU3HAYEHHS cTATi JioAnHu. O3HaKHU 34enJieHi 3i cTaTTIo.

JloBenieHO, 110 KUIBKICTh CIAJKOBUX O3HAK OpPraHi3My 3HAYHO MEPEBHIIYE YHCIIO
XpOMOCOM raruioinHoro Habopy. Lle o3Hauae, 1m0 B KOXKHIH XpOMOCOMI pO3MillieHO Oarato
reHiB. ToX pa3oM 13 03HaKaMH, SIK1 YCIaJIKOBYIOThCS HE3aJIeKHO, TTOBUHHI 1ICHYBaTH 1 Taki,
M0 YCHAaJKOBYIOThCS 3YEIUICHO OJIHa 3 OJHOI0, OO0 BOHM BHU3HAYAIOTHCA T'EHAMH,
pO3TalllOBaHUMHU B OJIHIM XpoMocomi. Taki T€HH YTBOPIOIOTh TPYMy 3UYEIUJICHHSI.
KinpkicTp rpyIl 34eIieHHs B OpraHi3MiB MEBHOTO BUY JIOPIBHIOE KIJIBKOCTI XPOMOCOM Y
ramioiqHoMy Habopi (Hanpukian, y npozodimm 1n=4, y moauau 1n=23).

ExcnepumeHTanbHl  TOCHIKEHHS — SIBUIIA 3YEIUIEHOTO  YCIAJKyBaHHsS IPOBIB
BU/IATHUH aMepUKaHCHKUM TeHeTHMK T. Mopran 3i cBOIMHM CHiBpoOiTHMKaMHU. IXHi
pe3yibTaTH OOIPYHTYBAJIU 3alIPONIOHOBAHY HUMU XPOMOCOMHY TEOPIiIO CIaJIKOBOCTI.

T. Mopran npumycTuB, 110 T€HH, SIKI BU3HAYAIOTh NIEBHI O3HAKHU, PO3TAlIOBaHI B
OJIHI XpOMOCOMi, aje B Mpoleci MeWo3y IiJl 4ac YTBOPEHHS raMeT TOMOJIOTIYHI
XpPOMOCOMH MOXYTh OOMIHIOBAaTHUCS AUISHKaAMHU, TOOTO Ma€ MiCLE SIBHILE MEPEXpecT
XpoMocoM, abo kpocuHrosep. OTxke, kpocuneogep (BiJ aHTJ. — Tepexpect) — oOMiH
JUJISTHKAMUA TOMOJIOTIYHUX XPOMOCOM Y TMPOIIEC] KIIITUHHOTO MOJIUTY, EPEBaXKHO B mpodasi
MEPIIOTr0 MEWO3HOTO MOy, IHOA1 B MITO3L.

Hocninamu T. Moprana, K. bpimkeca 1 A. CrepBanta 0yno mokaszaHo, 110 HEMae
aOCOJIIOTHO MTOBHOT'O 3YEIJIEHHS I'EHIB, 3@ SIKOTO M'€HU MepeAaBajuch OU 3aBXKIHU Pa3oM.
VIMOBipHICTB TOTO, IO [Ba I'€HH, JOKATi30BaHI B OJHiH XpOMOCOMI, HE PO3IHIyTHCS B
mpolect Meio3y, KonuBaeTbcsi B Mexax 1-0,5. YV mpuponi nepeBaxae HENOBHE
3UYEIICHHS, 3yMOBJICHE MEPEXPECTOM F'OMOJIOTTUHUX XPOMOCOM 1 PEKOMOTHAIIIEIO TEHIB.

Xpomocomua meopisi cnadko8oCmi:

1. Hocisimu criajikoBoi iHpopMallii B KJIITHHI € XpOMOCOMH.

2. OuHUI CHAJAKOBOCTI — I'eH. [ eHH po3MIILyIOThCS Y XpOMOCOMaXx MO JOBXKHUHI B
JTHIAHOMY TOPSIIKY; Pi3HI XpOMOCOMH MICTATh HEOJHAKOBE YWCJIO TEHIB; Ha0Ip TEHIB
KO’KHOI 3 HETOMOJIOTIYHUX XpOMOCOM — yHiKanbHUW. KoXKHUM reH 3aiiMae TeBHE Miclle

(710KyC).
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3. Koxxna xpoMocoma Mae mapy — roMojIoriuny (mo1ioHy) XpoMocoMy. Y TOMOJIOTIYHHUX
XPOMOCOMaX PO3TAaIIOBaH1 aJie)bHI TeHH, K1 3aiMal0Th 1ICHTUYHI JIOKYCH.

4. T'eHu, po3TalioBaHi B OJHIN XpOMOCOMI, YTBOPIOIOTH TPYIy 3YEIUICHHS, 3aBISKU
YoMy Ma€ MICIle 34YCIUICHHsS JeSKMX O3HaK, fKI pa3oM (3UeIUICHO) TMepeaaroThes
HamaakaMm. KilbKicTh TpyIl 34eTUIEHHS TOPIBHIOE TallIOiTHOMY HAaOOpy XPOMOCOM.

5. 34ernyieHHs reH1B HeaObCOIIOTHE.

6. Mix reHaMyd TOMOJIOTTYHUX OaThKIBCHKUX 1 MATEPUHCHKUX TPYI 3UYETICHHS MOXYTb
BIIOYBATHCS, 3aBISKH KPOCHHTOBEPY, PEIUIIPOKIi, pekomoOiHaiii. [{poMy Biamorimae
YTBOPEHHS Xia3M TiJl Yac KOH Ioramii TOMOJIOTIYHHX XpPOMOCOM y MEWO031 (TeHEeTHYHUN
KPOCHHI'OBED).

7.Cuna 34erUIeHHST MK TeHaMH OOEpHEHO MpOMopIliiHA BiACTaHI MiX HUMU. Yum
OJrbkde po3TallloBaHi T€HUW B OAHIM XpOMOCOMI, THUM CHJIBHIIIE 1X 34YEIJICHHS,
TAM MEHIIIE BUHUKATUME PEKOMOIHAIii MK HHMH, 1 HaBHmaku. BijacTtaHb MDK reHamu
BUMIPIOETHCSL ¥ BIICOTKaxX KpocuHroBepy. OJUH BIJICOTOK KPOCHHTOBEPY BIJMOBIIAE
OJIHI¥ MopraHifi (o/1Ha MOprasiga 1opiBHIO€e 1% KpOoCUHTOBEPY).

8.KoxxHuii O10J0TIYHMI BUJI XapaKTEPHU3YEThCA I1HAUBIAYaTIbHUM CHEIUDIYHUM
Ha0OpPOM XPOMOCOM Y COMAaTHUHIHN KIIITUHI — KAPIOTUIIOM.

T'enu aymocom, cmamesux xpomocom. Y JIUIIOITHUX COMAaTHUYHUX KIITHHAX
JIOAVMHUA XPOMOCOMH KOXKHOT 3 22 map (HecTtaTeBl XpaMOCOMH — ayTOCOMH) TMOAI0HI Mixk
co0oro0, a XpoMocomMu 23 mapu — pi3Hi (cTaTeBl XpoMOCOMH — rerepoxpomocomu). OxHa 3
reTepOXpOMOCOM — TANIMYKONOAIOHOT (opmu (Tak 3BaHa X-XpOMOCOMa), IHIIA —
raukonoioHa (Y-xpomocoma). OTke, KaplOTHI KIHKM MOKHA MO3HAYUTH K 444+XX, a
qojioBika — 444+XY (cumBoi "A" MO3HAYAIOTh AyTOCOMH).

OCKUJIbKY i 9aC MEH03y TOMOJIOTIYHI XPOMOCOMH PO3XOMSTHCS JI0 PI3HUX TaMeT,
TO y OJHI€T CTaTI BUHHUKAE JIMIIIE OJUH TUIl TaMET (20MO2aMemua cmamsy), y 1HIIOI — JBa,
SK1 PI3HATHCS OYIOBOIO CTATEBUX XPOMOCOM (2emepocamemua Cmams).

[CHYIOTH YOTUPU OCHOBHUX THUITH PETYJIAIII CTaTi CTATEBUMU XPOMOCOMAaMU:

1. XY-mun, 3a SKOro »iHoda cTath Mae 1Bl XX CTaTeBI XPOMOCOMH 1 €

rOMOTE€METHOI0, a YO0JIOBiYa CTaTh MA€ YOJOBIUY CTaTEBY XPOMOCOMY Y,
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sKa BIAPI3HIETBCA BiJ X-XPOMOCOMH BEIWYMHOIO 1 (opmoro. Yonosiua
CTaTh reTeporaMeTHa.

2. XO-mun — )1Ho4Ya CTaTh Ma€ JIBl X-XpOMOCOMH, a YOJIOBIYA TIJIBKH OJIHY X-
XpoMocoMy. 3yCTpIYa€eThCS Cepel KOMax 1 CCaBIIiB.

3. ZW-mun — XiHO4Ya cTaTh Ma€ OJHY XiHOUY cTaTeBy Xxpomocomy W Ta
JIPYTy BIAMIHHY BiJ HEl 32 (DOPMOIO 1 BEJIMYMHOIO CTAaTEBY XpOMOCOMY Z.
Tyt xiHO4ya cTaThb € TeTepOraMeTHOIO, a 4YOoJOoBiYa CTaTh Mae€ MBI
OJIHAKOBHX CTaTeBUX XPOMOCOMHU Z 1 € TOMOJIOTIYHOIO.

4, Z0O-mun — *iHOYA CTaTh MA€E TUIBKU OJIHY Z-XpPOMOCOMY 1 T€TepOTraMeTHa, a
YOJIOB1YA JBl Z-XpOMOCOMH 1 TOMOTraMeTHa.

KpiMm xpomMocoMHOTro0, € i 1HIIl MEXaH13MU BU3HAYEHHS CTaTl OpraHi3MiB (HaIIPUKIA/I,
y JeAKuX O0e3XpeOCTHHX CTaTh BHW3HAYAETHCA JO MOMEHTY 3aIUTiAHCHHS, Y JCSIKUX
MOpPCBHKMX 4YEpBIB Ha CTaTh MaHOYTHBROTO OpraHi3My MOXYTh BIUIMBaTH (HakTopu
30BHIIIHBOTO CEPEIOBHUIIA; Y ACSIKUX pUO 1 3€MHOBOJHUX TaKOX BIUIMBAIOTH YMOBU
JIOBKULJISE 200 HaBITh TOPMOHH).

Ho3u cenie. Egexm nonoxcenns eemig. Excrmpeciss TeHa 3aJeXUThb Bij
O0e3nocepeTHhOTO OTOYECHHS, B SKOMY BIH 3HaxoauTbesd. lle Tak 3BaHuil edexT
MOJIOKEHHST TeHa. 3MiHAa aKTUBHOCTI I'€Ha HEPIJKO MOB’si3aHa 3 MEPEMIIICHHSIM HOro B
IHITY TPYMY 34ETJICHHS TIPU TPAHCIIOKAIISX a00 31 3MIHOIO HOTO MOJIOKEHHS Y XpOMOCOMI
npu 1HBepciax. OcoOnMBHI BHMAAOK CKJIAAAIOTh 3MIHM €KCIpecli T'e€HIB BHACIIIOK
JISUTBHOCTI MOOUTGHMX T€HETHYHHX €JIEMEHTIB, SIKI aKTHBYIOTh a00 IMPUTHIYYIOTH MPOSB
TUX TE€HIB, MOOIU3Y SKUX BOHU BOYIOBYIOTHCS.

CdopmoBanuii B polieci €BOMIOLIT FT€HOM KOXXHOTO BHY SIBJSiE COOOI0 CYKYIHICTb
TeHETUYHUX OJWHUIlb, $KI TPEJICTaBlIeHI B HBOMY Y YITKO BHU3HAUYEHUX J03ax. B
pe3yabTaTi T'eHOTUIIM OCOOMH 1 TEHOTUIM iX KIITUH 30aJaHCOBaHI 3a Jl103aMHU TEHIB
cucTteMHu. IHKOIM 30UIBIICHHS KIIBKOCTI TE€HIB NPH3BOJIWTH A0 MIABHINCHHS iX 103U
(mpuxmamoM Moke OyTH TONIMEpisi), aie Takuid e(deKT CIOCTepIracThes He 3aBkau. B

OpraHi3mi iCHYIOTh ME€XaHi3MH, Kl MIATPUMYIOTh MEBHE J030BE CIIBBIIHOIICHHS T'€HIB Y
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redortuti. [lopymennas 1030B01 30a7aHCOBAHOCTI TEHOTHUITY OPraHi3My MPHU3BOJHUTH O
PI3HUX BIAXUIIEHb Y HOTO PO3BUTKY.

4. B3aemojisi reHiB Ta iX MposiB NpM Pi3HUX THNAX ycnajakyBaHHs. B3aemoain
aJleJIbHUX I'eHiB.

Jlo ckyaqy TEHOTHIY BXOJUTHb BeEJIWKAa KUIBKICTh T€HIB, SKI (DYHKIIOHYIOTH 1
B3a€EMOJIIIOTH SK IIJIICHA cucTtema. I'. MeHaens y ¢cBOiX A0CiijaX BUSABUB TUIBKU OJIHY
dbopmy B3aemMoOil MK aleTbHUMH T€HaMH — TTOBHE JOMIHYBAaHHS OJTHOTO aJiefisl 1 TOBHY
pelecUBHICTh 1HIIOTO. ['€eHOTHI Opra”i3aMy HE MOXHa PO3IISAATH SIK MPOCTYy CyMy
HE3aJIeKHUX TeHIB, KOXKEH 3 AKUX (DYHKIIOHY€E 1M03a 3B'SI3KOM 3 IHIIUMHU. DEHOTHIOBI
MPOSIBH Ti€T 00 1HIIOT O3HAKHU € PE3yJbTaTOM B3a€EMO/III OaraTboX reHiB.

Po3pi3HstoTh 1B OCHOBHUX TPYIIM B3a€MOJIi TEHIB: B3a€EMOJiSl MIXK alleIbHUMU
reHaMU 1 B3a€EMOJISI MK HeaJelbHMMHU TeHamu. [IpoTe ciig po3yMiTu, 1O 1€ HE
¢d13M4Ha B3a€MOJIisSl caMHX TEHIB, a B3a€MOJIiS MEPBUHHUX 1 BTOPUHHUX MPOIYKTIB, SKI
3YMOBJISITh Ty UM IHIIY O3HAKYy. Y IIMTOIUIa3Ml BIOYBAETHCS B3a€MOISI MK OlIKaMH —
(epMeHTaMU, CUHTE3 SKUX BU3HAYAETHCS T'€HaMH, a00 PEUYOBHHAMH, SKI YTBOPIOIOTHCS
1] BIUTMBOM LUX (hepMeHTIB. MOXKIIMBI Taki TUIK B3aeMOIi: 1) 1 yTBOpPEHHS MEBHOT
O3HAKW HEOOXIJIHA B3a€EMOJIA JBOX (EPMEHTIB, CHHTE3 SKHUX BHU3HAUYAETHCS JBOMA
HeaJeIbHUMH TeHaMmH;, 2) (EepMEeHT, SKWM CHUHTE3YBaBCS 3a YYacTIO OJIHOTO TeHa,
MOBHICTIO MPUTHIYYE a00 1HAKTUBYE MAit0 (EPMEHTY, YTBOPEHOTO 1HIIMM HeEaleIbHUM
reHoM; 3) nBa (hepMEHTH, YTBOPCHHSI KX KOHTPOJIOETHCS BOMA HEaJCIbHUMU T€HAMU,
BIUIMBAIOTh HA OJIHY O3HaKy a00 Ha OJMH MPOIIEC TaK, IO X CyMiCHA Jisl MPU3BOJUTD /10
BUHUKHEHHS 1 T1JICUJICHHSI IPOSIBY O3HAKH.

B3aemooia anenvnux. cenie. I'enu, siki 3aiiMaroTh 1IGHTUYHI (TOMOJIOT14H1) JIOKYCH
B TOMOJIOTIYHUX XPOMOCOMAaX, HA3UBAIOTHCS aleibHUMU. Y KOKHOTO OPTaHI3MY € JIUIIIE
0 JIBa aJICIbHUX TCHHU.

Bimomi Taki dopmu B3aeMOJli MK aNeIbHHMII TE€HAMH: HO8HE OOMIHYBAHHA,
HenoeHe 0OMIHYB8AHHI, KOOOMIHYBAHHS | HAOOOMIHYBAHHS.

OcHoBHa QopMa B3aeMoJllii — no6He OoMiHy8aHHsa, SKE BIepuie omnucaHo I

Mennenem. CyTb HOro mosra€ B TOMy, 0 B T€TEPO3UTOTHOTO OpraHi3My MpOsiB OTHOTO 3
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aneniB JOMIHY€ Haj TMPOSBOM IHIIOrO. 3a TMOBHOTO JOMIHYBAaHHS pO3ILICTUICHHS 3a
reHotunoM 1:2:1 He crmiBmagae 3 po3miemieHHsIM 3a (enotunom — 3:1. YV mennunii
NPAKTHII 3 JIBOX THCSY MOHOT€HHHMX CHAaJKOBUX XBOPOO Maike y MOJIOBUHH Ma€ MICIIE
JOMIHYBaHHS TIPOSIBY TATOJOTIYHWX TEHIB HAJ HOPMaJIbHUMHU. Y TeTEepO3UTOT
NATOJIOTIYHHI ajelib MPOSABIAETbCA Yy OLIBIIOCTI BHUMAJKIB O3HAKaMHU 3aXBOPIOBAHHS
(moMiHaHTHUH (HEHOTHII).

Henoeéne oominysanna — Taka (opma B3aemMonii, KOJM y TETEPO3UTOTHOTO
opraHismy (Aa) NOMIHAaHTHHM Te€H (A) HE TMOBHICTIO NPUTHIYYE PEIECUBHHUHI TeH (a),
BHACJIIOK YOTO MPOSABIISETHCS MPOMIXKHA MK OaThbKIBCBKMMHU O3HaKa. TyT pO3IIETICHHS
3a TEHOTHUIIOM 1 ()EHOTHUIIOM CITiBIIaa€ Ta ckianae 1:2:1.

[Ipu kOMOMIHYBaHHI B TE€TEPO3UTOTHUX OPTaHI3MIB KOXHHUM 3 alleIbHUX TEHIB
BUKJIMKA€E (POPMYBAHHS 3aJIEKHOTO BiJ] HHOTO MPOAYKTY, TOOTO BUSIBISIOTHCS MPOIYKTH
000x aneniB. KmacuuHuM NpPHUKIAJOM TaKOro MPOSIBY € CHUCTEMa TPyl KpPOBi, 30Kpema
cucrema ABO, Kolu epUTPOIUTH JIOJUHUA HECYTh Ha TOBEPXHI AHTUTEHH, IO
KOHTPOJIIOIOThCST 00oMa aneinsiMu. Taka (opMa MposiBy HOCUTh HA3BY KOOOMIHYGAHHAL.
Tak, ren J' BH3HAuae yTBOpGHHS B epHTpPOLHMTAaX aHTHreHy A, Tomi sk ren J°
3yMOBIIIOE YTBOPEHHS aHTureHy B. JIomu reTepo3urotHi 3a mumu reramu J* J°, mictsts
B €PUTPOIIUTAX SIK aHTUTEH A, TaK 1 aHTUTEH B.

Haooominyeanna — TPOSBISIETHCS B TOMY pasl, KOJIM JOMIHAHTHUW ajeib Y
TeTEPO3UTOTHOMY CTaHi BUSIBISIETECS ~ CWIBHINIE, HDK y TOMO3UTOTHOMY (aa<Aa>AA).
['eTepo3uroty OUIBIN aJaNTOBaHI 1 BII3HAYAIOTHCS BHUCOKOKO TMPOMYKTUBHICTIO. Takuil BHUI
B3aEMOJIli € OJJHUM 13 OCHOBHMX JDKEpEN IeTepO3UCy; BIH BUKOPHCTOBYETHCS B CEJEKIIIAHIN
po6oTi. Harpuknan, y apo3odinu npu reHoturni 44 — HOpMajibHa TPUBAJICTh KUTTS;, Aa —
MOIOBXKCHA TPUBAJIICTD JKUTTS; aa — JEeTaIbHUN HACIIIOK.

5. MHokMHHMI ajeqi3M. YcnaakyBaHHsSl rpyn KpoBi 3a cucremorww ABO Ta

pe3yc-paKkropom.

Muoscunnuil anesrizm. Y KOXKHOTO OpraHi3My € JIMIIE 1O JIBa aJleIbHUX TeHH.

Pazom 3 TUM 4acTto B MpUpPOJIl KUIBKICTh ajeiliB MOXe OyTH OUIbIIE TBOX, KOJU SKUHCH
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JIOKYC MOKe mepe0yBaTH B PI3HUX CTaHaX. Y TaKUX BUMAJKaX TOBOPSTH MPO MHOXKUHHI
asieni abo MHOKUHHUH anenoMopdi3Mm.

MHOXUHH1 aJiefli TO3HAYAIOThCA OJIHIEIO JITEPOIO 3 PI3SHUMU 1HIAEKCAMH, HAIPUKIIAI,
J* 3% a6o Ay, Ay, As.... AesbHI reHu JIOKAJTI3YIOTHCS B OJTHAKOBUX JIUITHKAX TOMOJIOTTYHIX
xpoMocoM. OCKUTbKH B KapiOTHUIIl 3aBXKIU MPUCYTHI MO JIBI TOMOJIOTTYHUX XPOMOCOMH, TO
OpU MHOXUHHHMX aJieJiiX KOXHHM OpraHi3M MOK€ MaTH OJIHOYAcHO JIMIIEe MO JBa
OJTHAKOBUX a00 pi3HUX anenl. Y CTareBy KIITUHY (pa3oM 13 PO3XOJKEHHIM
TOMOJIOTTYHUX XPOMOCOM ) TIOTIAAA€ TIIABKH IO OJTHOMY 13 HUX.

JIisi MHOXKWHHUX aJIelliB XapaKTEepHUH BIUIMB BCIX aJielliB HA OJHY 1 Ty X O3HaKy.
BiaMIHHICTE MK HUMU MOJIATAE JIMILIE Y CTYNEH1 PO3BUTKY O3HAKH. J[pyroro ocoOaMBICTIO
€ Te, [0 B COMAaTHYHHUX KIITHHAX a00 B KIITHHAX AUIUIOIIHUX OPraHi3MIB MICTUTHCS
MaKCHUMYM 1O JBa ajiedl 3 JEKUIbKOX, OCKIJIbKA BOHHM PO3TAIlIOBaHI B OJHOMY 1 TOMY X
jmokyci xpomocomu. Ille omHa 0COOMMBICTH BJIaCTMBA MHOXHHHUM allelisiM — 32
XapaKTepoM JOMIHYBaHHsS ayieJeMopdHI O3HAKH PO3MIIIYIOTHCS B IMOCTIJOBHOMY PSIi:
YacTille HOpMajibHA, HE3MIHEHAa O3HAaKa JOMIHYE€ HaJl IHIIMMU; JPYTUHd TE€H pALy
PELECUBHUI 11010 TIEPIIIOTO, MPOTE JOMIHYE HaJ HACTYITHUMH 1 T.J.

MHOXUHHUH aJiefli3M Ma€ BaKJIMBE OIO0JOTIYHE 1 TMPAKTUYHE 3HAYEHHS, OCKLIbKU
1ACHITIOE KOMOIHATUBHY MIHJIUBICTh, OCOOJIMBO T€HOTHUITHY.

[IpuknazoM MHOXUHHUX aJieliB y JIOAMHU € O3HaKa KOJbOpY Bojoccs. Ko
JOMIHAHTHUNA ayenb 4 BU3HAYa€e TEMHHUU KOJIp BOJIOCCS, TO PELECUBHUM a — CBITJIMIA.
Pynawuit xomip BoJioccs € aneneM, sikuii 0yie perieCMBHUM JI0 TEMHOTO 1 CBITJIOTO BOJIOCCS.

OpHUM 3 TIPUKJIAIIB MPOSIBY MHOKHHHHX aJICIIB Y JIIOJUHHA € TPYIH KPOBI CHCTEMU
ABO.

Ycnaokysanna cpynu kposi 3a cucmemorw ABO i pesyc-ghakmopom. 3a
cucremoro ABO 1CHYIOTh 4OTHpPHU Pi3HUX (EHOTHNH, IO BIAPI3HSAIOTHCA OJMH Bij
OJTHOTO CYKYITHICTIO aHTUTEHIB (arIIOTUHOTEHIB) A 1 B, 110 MIiCTATBCS B €pUTPOIIUTAX

KpOBI, i aHTHUTIN (aTJIIOTUHIHIB) O 1 3, K1 3HAXOASATHCS B CUPOBATIII KPOBI.
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AHTuren A 1 antutuio L Hikonu HEe MOXYTh OyTH OJHOYACHO HASIBHUMH, TOMY
10 MiJ Yac B3aeMOJil BiAOYBAa€ThCS CKICIOBAHHS 1 BUIIaJaHHS B OCaJl €pUTPOIIMUTIB
(KpoB J0HOpA 1 pEIUITIEHTAa HECYMICHA).

Cuctema tpynm kpoBi ABO ycmagkoByeThCs 3a THUIIOM MHOXKHHHUX aJIeIliB
OJHOTO T'€Ha, JIOKYC SKOTO M03HAYAIOTh JTiTepoio /. MHOKHHHKX anerniB € Tpu — I, I,
SIK1 TOMIHYIOTh HaJl TPETIM ajiejieM P , @ MIDK CO00I0 — i I? xomominanTHi. Anens I B
EPUTPOIUTAX KPOBi JIFOJUHU KOHTPOJIIOE CHHTE3 aHTUTEHY (arIIOTUHOTEHY) A, TOMY
ocobu 3 remorumom — ' | a takox 3 remorumom [! I° MAaTUMYyTh OJHAaKOBUU
denorun — apyry rpymy kposi — II (A). Anens I° B epuUTpOLHTAX KPOBi JTIOAUHH
KOHTPOJIIOE CHHTE3 aHTHIeHy (armioTHHOreHy) B, Tomy oco6u 3 renotunom — I°I° | a
TaKoXK 3 reHoTHIoM I°I° MaTUMyTh OJAHAKOBUU (eHoTumn — tpetio rpymy kposi — III
(B).

Oco6u 3 renotunoM — I'I° MatuMyTh deTBepTy Tpyny kpoBi — IV (AB), ockinbku
amerni I i I’ ¢ xogomiHanTHEME. KOXXKHa JIFOAMHA MOXE YCIIAAKOBYBATH OYIb-SIKi 3
TPbOX MOXKJIMBHUX aJI€JIB, ajie¢ HE OUIbIIE HikK JIBA. Y CIIaJIKyBaHHS JIBOX aJIeJiB 13 TPhOX
MOXJIMBHUX BiOyBaeTbcsi 3a 3akoHamu ['. Menaens 1 He3alexxHO Bij crati. ['pymnu
kposi [ (0), IT (A), III (B) ycnankoByroThca 3a AJl-Tunom. YeTBepra rpymna Kposi
YCHaJIKOBYETHCS 32 TUTIOM KOJIOMIHYBaHHS.

Hanpuxnan, sikmo ogun 3 6atekiB € I (0), a apyruit — IV (AB), To Bci ixH1 aiTH
MatumyTh abo TpeTio — III (B), ado apyry — II (A) rpyny kpoBi. ko 6aTbku MarOTh
rpymnu kposi II (AA) 1 III (BB), to Bci ixHi aitn matumyTh [V (AB) rpyny kpoBi. Axiio
6arbku MaroTh |l (AO) 1 11 (BO), To ixH1 1iTH MAaTUMYTh OYyJIb-KYy IPYITy KPOBI.

I'enemuka epyn kposi ma pesyc-gpakmopa. Y 1990 p. JlanaimreiiHep 3anpornoHyBaB
kiacudikaiio rpyn 3a cucremoro kpoi ABO, a uepe3 7 pokiB SHChKUI 0AaB 10 ITET
cuctremu uerBepty rpyny — IV (AB). I'pynu kpoBi chmagkoBO J€TEpMiHOBaHI 1 He
3MIHIOIOTBCSI TPOTATOM YChOTO KUTTS JIOAUHU. ['eHn 4 1 B nominyroTh Haja renom 0, Tomy
roMo3urotu AA 1 rerepo3urotu A0 (EeHOTUITHO OJHAKOBI. Y CIAaIKOBYBAaHHS TPy KpPOBI

B110yBa€ThCs 3riHO 13 3akoHamu ['. Menaens.
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Hanpuknan, Bing xinku 3 rpynoto kposi IV (AB) aitu otpumyrots Il (A), a6o Il
(B). Hezanexxno Big TOTo, KWW T'€H OTpUMaHO Bia OaThKka, miTh HE MOXyTh Matu | (0)
rpyny kpoBi. Y matepi 3 | (0) rpynoro kpoBi AiTH He MaTuMyTh rpynu 1V (AB), ockinbku
Bix OaThka BoHM oTpuMaroTh abo Il (A), ado 111 (B).

Y 1940 p. JlagmmreiiHep 1 BiHep CTBOpWUIM CHCTEMY pe3yC-aHTUTCHIB.
YcraHoBieHo, Mo y 85% eBponeiiliB peaxiis eputpouutis pesyc-nosurusHa (RhY), a B
15% — pesyc-neratuBHa (rh). Ocobu 3 Rh™-daxTopoM KkpoBi MOKyTh MaTu JBa
resotunin Rh'rh’, Rh"Rh™  (rerepo- i romosuroru). Pesyc-HeraTupHuii (hakTop KpoOBi
YCIAJIKOBYETHCS PEIIECUBHO; IIi JIFOIH 3aBX I ToMo3uToTHI (rh” rh’),

AHTHTUIA, cieU(ivyH] 10 pe3yC-aHTUTEeHY, HE YCIAJKOBYIOThCS, 1 B KPOBI1 JIIOJIUHU
ix Hemae. BOHU YTBOPIOIOTBCSI Yy pE3yC-HETaTUBHUX BariTHUX 3 pPe3yC-NO3UTUBHUM
IJI0/I0M 200 BHACIIJIOK MEPEIUBAHHS LIUM JKIHKaM PE3yC-TIO3UTUBHOI KpOBI. SKI10 0aThKO
reTePO3UTOTHUH, TO HMOBIPHICTH pe3yc-KoHGIIKTY craHoButuMe 1/2 (50% miteit); sKio
BiH TOMO3HMT'OTHUM, TO B yCiX JiTel Oyae pe3yc-KoHBIIKT 3 MaTip 1.

KpiM HecyMicHOCTI 3a pe3yc-(pakTopoM IHOJI CHOCTEPIra€ThCS HECYMICHICTH 3a
rpynoto ABO. V nesxux Bunagkax y aite 3 |1 (A) gu 11 (B) rpynoro kpoBi, HapoHKEHUX
Bil MarepiB 3 rpynoto KpoBi [ (0), Moxe crocrtepiratucs TreMOJITHYHAa XBOpoOa
HOBOHAPO/)KEHHUX, KOJM B KPOBI Marepl BUPOOJSIOTHCS AHTUTIIA JO IMX AHTHUIEHIB.
[Ilogo HECYMICHOCTI KPOB1 Matepi 1 TUI0Ja, TO CJI BIA3HAYUTH, IO SKIIO B MaTepi rpymna
kposi Il (A) a6o 1V (AB), To BC1 NUTIOOM CyMICHI.

CrocTtepekeHHsl CBiYaTh, IO NPU HECYMICHUX MUI00aX CIOHTaHHI BUKHJIHI
CTalOThbCS 3HAYHO dYacTime, HDK npu cymicHux. [Ipubmmszno 10% ycix BariTHocTel
MOTEHIIMHO HEOE3IMeUH1 100 TeMOJITUYHOT XBOPOOH HOBOHAPOIKEHUX.

Jns toro mo0 y KIHKKM Oyjia BHCOKA KOHIICHTpAIlis aHTUTLI JO0 KpPOBI IUIOJA,
noTpiOHA MmonepeaHsi ceHCUuOIi3ais (Y4 BariTHOCTI, YM NepesiMBaHHs KpoBi). Cilijl Takox
BpPaxOBYBaTH 1HAMBIAYyaJdbHI BIACTUBOCTI IJIAllEHTApHOTO Oap’epy, IO BIUIMBAIOTH HA
MpoIleC MOTPATUISTHHS AHTUTEHIB BiJ AUTHHU JO MaTepl Ta aHTUTLI — BiA Marepi 10

JUTHHH.
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HakomuueHi cTaTUCTUYHI J1aHI CBiYaTh, IO JESIKI XBOPOOH YACTIIE TPATUISIOTHCS
B JIIOJICH 3 TEeBHOIO Tpymoro kpoBi. Tak, y miomeir 3 I (0) rpymoro KpoBi dacririe
TparuII€eTbCsl BUpa3Ka ABAHAIISTUIIATION KUIIIKH, a XBOPUX HA Pak 1 3JI0SKICHY aHEMIIO0 Ha
20% Oinpie cepen moneH, mo MaTh |l (A) rpymy kpoBi. Y miteit 3 rpymnoro kposi Il (A)
yacTinie OyBae OpoHxOmHEBMOHIs. Y3aranbHeni gaHi Axrmii, CLIA, Itami, ®@panmii 1
Himeyunnu cBiguaTh, 1110 ait 3 rpymnoro kpori I (B) piamie XBopitoTh Ha MOJTIOMIETIT.

3acTocyBaHHS TCHOTHITB 3a cucteMoro kpoBi ABO i Rh-¢pakropom monmomarae B
CyJIOBO-MEIMYHIN €KCIepTU31l BHUPIIMIUTH NHUTaHHS OaThbKIBCTBA YW MATEPUHCTBA.
KpuTtepieMm € Toil pakT, 10 AUTHHA yCMaaKOBY€e TeHH OaThKka. YacTimie BUKOPUCTOBYIOTh
TE€HOTHITH 32 cucTeMOr0 KpoBi ABO. baTbKIBCTBO BUKIIIOYAETHCS, SKILO B MIJO3PIOBAHOIO
0aThKa 4M Matepl BIJCYTHIN T'eH, M0 € B MUTUHU. [Ipu MOpiBHSAHHI ABOX YOJIOBIKIB 1100
0aThKIBCTBAa HEOOXIAHOK YMOBOIO Mae OyTH pI3HMI iXHIX TreHotumiB. Hampukinazn, y
MmaTepi 1 B mepiioro 3 4osoBikiB renotun 00, a B apyroro vosiosika — AB, y nutunu I
(4). Y Takomy pa3i 6aTbKOM MOKe OyTH JnIe 4ojioBiK 3 AB, OCKiNbKM CBiif reH A BiH
nepenaB nutudi. Skmo x y matepi reHotun AQ (AA), To B UbOMY pa3i BUSBUTHU
0aTBKIBCTBO HEMOXJIMBO, OCKUIBKM OOWJIBa YOJIOBIKM MOTjM O OyTh OaThbkamu i€l
nutiHd. CyZ0BO-MeAUYHA €KCIepTH3a Ja€ BIPOTiAHY BIAMOBIAL JIUIIE MPO BUKIHOUYCHHS
0aThKIBCTBA 200 TTPO MOXKIIUBICTH ITUX OCI0 OyTH OaThbKaMu JUTHHHU.

['pyna KpoBl T€HETUYHO 3yMOBJIEHA 1 HE 3MIHIOETHCA MPOTITOM >KHUTTS, TOMY
BU3HAYEHHS TPYNH KPOBI 3aCTOCOBYIOTh y CYAOBO-MEIMYHIA MPaKTULI MPU BU3HAYEHHI
0aThKIBCTBA, BCTAHOBJICHHI MOHO3HMTOTIIHUX OJM3HIOKIB Yy IOJOTOBOMY OYAMHKY, SIKIIO
nepertytano aiteil. Ilpu nmpomy moTpiOHO mam’sTaTH, 110 3a TPYNOK KPOBI HE MOXKHA
BCTAHOBHUTH, 1[0 CaM€ IICH YOJIOBIK € OaThbKOM TUTHHU. MOXKHA JIUIIE MPUITYCTUTH HOTO
0aThKIBCTBO YW BUKJIFOUHTH.

[Hmor0 cucreMoro rpyn KpoBi, sIKy Oyjo 3ampornoHoBaHo B 1927 poui € cucrema
MN. V niit aBa anemni /M ta IN € KOTOMIHAHTHUMH.

Venaokosysannus pesyc-pakmopa. Pesyc-dakrop (Rh-dakxtop) — 1e OUI0K, 10
BIIEpIIIC BUUICHO 3 €PUTPOIMTIB MaBMK Makaka-pesyca y 1940 p. Maibxke y 85% mroaeit

3eMHOI KyJIi MICTUTBCS B €PUTPOILIUTAX KPOBI Il aHTUTeH. BOHU BBaXKalOThCS pe3yc-
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nosutuBHuMu (Rh'). Bmmsbko 15% moneit — pesyc-HeratusHi (rh’), Tomy mo B
epuTpoIMTax iXHBROI KpOBI Hemae Oinka pe3yc-pakropa. BiacyTHicte Oinka pesyc-
dakTopa € pelecuBHOIO O3HaKOw. Pe3yc-¢akrop 3ymMOBIEHHMI TpbOMa JOMIHAHTHUMU
TicHO 3uerieHuMu reHamu — C, B, E, K1 po3MINTyIOThCS B OHINA XpoMocoMi. OCKITBKH
BOHH TICHO 34Y€IUICHI, TO IXHE yCHaIKyBaHHs MO10HE JO MOHOTEHHOTO.

Pesyc-akTop 00OB’A3KOBO BHM3HAYalOTh Yy pa3l NEpeMBaHHSI KpOBI 1
TpaHCIUIAHTAIlll OpraHiB, TOMYy IIO JO HBOTO B OpraHi3Mi pe3yC-HETraTWBHOI JIOJAMHU
BUPOOJISIOTHCS aHTUTLIIA, SIK1 IPU3BOASTH 10 3HAYHUX YCKIIaJHEHb, HABITh IO CMEPTI.

Pesyc-(hakTop moTpiOHO BpaXxOBYBaTH y BariTHUX, TOMY IO BiH MOXE CIIPUYHHHUTH
pe3yc-KOHGIIKT MiX MaTip’l0 Ta IUIOJIOM 1 MPU3BECTH JO TEMOJITHYHOI XBOpOOHU
HOBOHAPO/XKEHHUX, CAMOBLIILHUX BUKU]IHIB, MEPTBOHAPOIKEHHSI.

k110 XKiHKa pe3yc-HeraTuBHa, a ii YOJOBIK € PE3yC-TIO3UTUBHOIO TOMO3ZUTOTOIO, TO
BC1 iXHI JIITU OYJQyTh pEe3yC-TIO3UTUBHI, MO0 COPUYMHUTH Pe3yc-KOHQIIKT. SKiio 6aTbko
pe3yc-TIO3UTUBHUI, alie TE€TePO3UTOTHU, TO HMOBIPHICTh HAPOXKEHHS PE3YC-TTO3UTUBHOT
IUTHHU cTaHOBUTH 50%.

[le moB’s13aHO 3 TUM, 1O pe3yc-(pakTop y IUIOJA € aHTUTCHOM, JI0 SIKOIO0 B KPOBI
Marepl yTBOPIOKOTHCS aHTUTLIA, IO BCTYMAIOTh Y PEAKIII0 arIFOTUHALT (CKICIOBaHHS) 3
pesyc-baktopoMm Mmioaa. lle mpu3BoauTh A0 pyHHYBaHHS €pUTPOLUTIB Twioga. Kpos
MaTepi 1 M10/1a He 3MIMTYEThCs, TOMY TepIlia BariTHICTh 3aBEPIIYETHCS HOPMAIbHO. AJie
i 4Yac HApOHKEHHS TEPIIOl JUTHUHU, KOJW IUIAIlleHTa BiIIMIAPOBYETHCS, CPUTPOIUTH
JUTUHU TOTPAIUISAIOTH JO OpraHi3My Marepi, Je€ Ha PEe3yC-aHTUTeH 1 YTBOPIOIOTHCS
anTuTina. I1ig yac HaCTYNMHOI BariTHOCTI 11 aHTUTLIA Kpi3b Oap’€p MIaleHTH MPOHUKAIOTh
y KpOB TUTOJIa 1 CKJICIOIOTh EPUTPOIIUTH TUTOAA Ta CIIPUYUHSIOTH 1X JII3UC, IO MPU3BOINTH
710 TEMOJIITUYHOT XBOPOOU HOBOHAPOIKEHUX.

3 KOXHUMHU HACTYIHUMH MOJOTaMU TUTP (KOHLIEHTpAllis) aHTUTUT y KPOBI Martepi
30UTBITY€ETHCS, IO TMPU3BOAUTH JO TSXKY0i (HOPMH TEMONITHYHOI XBOPOOU 1 MOXKeE
CIPUYUHUTUA CaMOBUIbHI BHUKUHI Ta MEPTBOHAPO/KEHHS. TOMY pe3yc-HeraTUBHIN KIHIII
Iy’)Ke€ BaXJIMBO 30€perTd Mepiry BariTHICTb, HE POOUTH abopTy. 3 MEpIIMX THXKHIB

BariTHOCTI TpeOa 3BEPHYTHUCS JI0 KIHOYOI KOHCYIBTAIIT 1 4ITKO BUKOHYBAaTH PEKOMEHAITT
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aKyliepa-TiHeKoJora. Y)e TMepila BariTHICTh MOXE 3aKIHYUTHCS HapOKEHHIM
HEXUTTE3NATHOI UTHUHU, SKIIO PE3yC-HETaTUBHIA KIHII 10 NUTFO0Y Oyno 3poO0ieHo
NepesIuBaHHs pPe3yc-MO3UTUBHOI KPOBI.

6. B3aemonisn HeanenbHux reiB. Kommiemenrapuicts. Emictas. Ilosairenne
YCHAAKYBAHHS KJIBKICHUX 03HAK (MJ1€H0TPONisi, EKCIIPECHUBHICTh TA MEHETPAHTHICTH
reHiB).

Heanenwni 2enu — Taki, 110 po3TaIlIOBaHI B PI3HUX Mapax XpoMocoM abo B pi3HUX
JIOKycCax OJIHIEl mapy TrOMOJOTiYHMX XpoMocoMm. baraTto BumajkiB, Kojau o3Haka abo
BJIACTHBOCTI JCTEPMIHYIOTBCS JIBOMa a00 OUIbIe HEATCTHPHUMHU T€HaMH, SIKI B3a€EMOIIIOTH
MDXK co0010. X0ua 1 TYyT B3aEMOJIisl YMOBHA, 00 B3aEMOJIIOTh HE T'€HH, & KOHTPOJILOBaHI HUMU
nponyktd. [Ipu 1poMy Mae Miclie BIAXWIEHHS Bl  MEHJETIBCHKUX 3aKOHOMIPHOCTEH
PO3LICTUIEHHS.

Po3pi3HAIOTE YOTHPU OCHOBHMX THUIHM  B3a€EMOJII  HEaJeIbHUX  TEHIB:
KOMILIEMEHTApHICTh, €MiCTas3, nomimepis 1 wmoaudikytoua gig  (TwieroTrporris,
€KCIIPECUBHICTh Ta IEHETPAHTHICTh T€HIB).

Komnnemenmapnicme (B J1aT. JONOBHEHHS) — TaKU TUI B3a€MOJIITi HEAICTbHUX
I'CHIB, KOJIM OJWH JIOMIHAHTHHWI TI'€H JIONOBHIOE JII0 IHIIOrO HEaJeILHOrO JIOMIHAHTHOI'O
réHa, 1 BOHM pPa30oM BH3HAUYAIOTh HOBY O3HAKy, sKa BIACYTHA y OartbkiB. [Ipudyomy
BIJIMOBI/IHA O3HAaKa PO3BUBAETHCS TUIBKA B TPUCYTHOCTI 000X HEAIEIbHUX TEHIB.
Hanpukian, cipe 3a0apBiieHHs MIEPCTI y MUIIEH KOHTPOJIOEThCSL JTBOMA reHamu (A i B).
['en A nmerepMiHye CHUHTE3 MIrMEHTY, MPOTE SIK TOMO3UTOTU (AA), Tak 1 TeTepO3UrOTH

(Aa) — anbOiHOCH. [HIIMIT reH B 3a0e3neuye CKYIMYeHHs! MIIMEHTY NepeBakKHO 0111 OCHOBH 1
Ha KIHYMKax BoJioccs. CxpelryBaHHsS Iurerepo3urotr (AaBe x AABe) mpu3BOAUTH [0
po3IIeIUieHHsT Ti0puiB y cmiBBigHOImEeHH] 9:3:4 (9 aryti”:3 dYopHa miepcth:4 Oina
mepcTb). YUcnoBi CHiBBIAHOIIEHHS MPU KOMIUIEMEHTApHIN B3a€MOJIli MOXYTh OyTH SIK
9:7; 9:6:1 (Bum0o3MiHa MEHJICTIBCHOT'O PO3IICTUICHHS ).

Enicmas3 (Bif Tpell. — 3ynHuHKa, TIEPEIKo/Ia) — 1€ TaKa B3aEMO/Iisl HeaJleIbHUX T'eHiB, 3a

SIKO1 OJIUH T€H MPUTHIYYE 10 1HIIOrO HeasleIbHOro reHa. [IpurHideHHs: MOKYTh BUKIMKATH

SK JIOMIHAHTHI, TaK 1 periecuBHi reau (A>B, a>B, B >a, 6>A4), 1 3aNeXHO BiJ IHOTO
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PO3PI3HSIOTH €micTa3 JAOMIHAHTHUM 1 periecuBHUN. [IpurHidyrounii reH OTpUMaB Ha3BY
ineibimopa, abo cynpecopa. I'eHH-1HTIOITOPH B OCHOBHOMY HE JETEPMIHYIOTh PO3BHUTOK
TICBHOI O3HAKH, a JIMIIE TIPUTHIYYIOTh 110 1HIIOro TeHa. ['eH, eeKT IKOro MpUrHigyeThCs,
OTPUMAaB Ha3BY TMOCTATUIHOTO.

I'inocmas — 1ie B3aeMOJis HeaJIeJbHUX I'€HIB, 3a SIKOI JOMIHAHTHUM I'eH OJHIET
Hapu NPUTHIYYETHCS €MICTATUYHUM T€HOM 3 1HILOI alleJIbHOI MapH.

[Tpu emictatuyHili B3aeMO/Ii1 TeHIB po3lIeryieHHs 3a ¢peHotunoM B F, cknamae 13:3;
12:3:1 a6o 9:3:4 Ta iH. BBaxkaroTh, 110 AEsAKl CIIaJIKOBI XBOPOOW JIOACH CIIBHIAAAOTh 3
rpynamMu kpoBi, ramiotutaMu HLA Ta iH., KoM Mae Miclle emicTaTHYHA B3a€MOJIAL.
3abapBiieHHS IJ10/11B rapOy3iB, MACTh KOHEM TE€K BU3HAYAIOTHCS [IUM THUIIOM B3a€MO/III.

[IpuknamoM AOMIHAHTHOTO €micTa3y € 3a0apBlIeHHsS Mip’a B Kypeu. Skiio reH-
CyIpecop pELECHUBHUM, TO BHUHHUKAE KpuUNTOMEpis (BiA Tpeu. — NpuXOBaHUM). Y
JIONUHU TaKUM TMPUKIATOM Moxke Oytu "OombOelchkuii deHOMEH". Y 1IbOMY BHITAIKY
PIAKICHUN pelleCUBHUN ajieNib X' y TOMO3UTOTHOMY CTaHl (XX) TMPUTHIYY€E aKTHUBHICTb
rena J® (sxuit BusHauae B (III) rpyny kposi cuctemn ABO). ToMy XiHKa 3 TEHOTHIIOM
JPxx, benotunoso mae I rpymy kposi — O (I).

BisbIIicTh KUTBKICHUX O3HAK OPraHi3MiB BiJI3HAYAETHCS JEKIJIBKOMA HealeIbHUMH
reHamu (momireHamu). Bzaemoxis Takux TeHIB y Tipoiieci (QOpMyBaHHS O3HAKU
Ha3UBAETHCS noimepico. YnuMm Oinbie TOMIHAHTHUX HEAICIbHUX T€HIB Yy TE€HOTHIII,
TUM SICKpaBillle BUSABISETHCSA IS O3HaKa. Taki TE€HW HA3UBAIOTHCSA NOJNIMEPHUMU.
O3Haku, sKi BHU3HAYAIOTHCA TMOJIMEPHUMH TE€HAMH, HAa3UBAIOTh NOJiceHHUM
(KinbKicHUMU) — 3PICT JIOJWHU, KOJIP LIKIPpHU, CEKPEIllsl MOJIOKA B IHOK, Maca TiJa,
MOKa3HUKHU apTepiaIbHOTO TUCKY.

[TomiMepHi TeHW MPUUHATO MO3HAYATH OJIHIEIO JIITEPOIO JATHHCHKOTO andaBiTy 3
udpoBUM 1HACKCOM, HaNpukIaa: 414y, i a;a; 1 1. 1. Bnepiie onHo3HauHi ¢akTopu Oyiu
BUSIBJICH] MIBeAChKUM TeHeTukoM Himbcom-Ene (1908) mpu BHBYEHHI ycmajKyBaHHS
KOJIbOpY y TIIeHuIll. bymo BcTaHOBIEHO, 110 1151 0O3HAKA 3aJICKUTh BiJl JIBOX MOJIMEPHUX
TeHIB, TOMY TMpU CXpELIyBaHHI JOMIHAHTHUX 1 PELUECUBHUX JUTCOMO3UTOT —

3a0apBieHol (A1414,4;) 3 0€3KOMpHOW (ajaiara;) — y Fi  BCl pocinuHU [ar0Th
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3a0apBieHEe HACIHHS, XO4Ya BOHU IOMITHO CBITJIII, HDK OAThKIBChKI €K3EMIUISIPHU, SKi
MalOTh 4YepBOHE HaciHHA. Y F, mpu cxpemnryBaHHI OCOOMH TEPIIOTO MOKOJIHHS
BUSIBISIETHCS PO3IICIUICHHS 3a (DEHOTUIIOM Y CITiBBiHOMICHH] 15:1, 60 OGe3KkoIipHUMH €
JWINEe PENECUBHI  JUTOMO3HMTOTH  (a1a1da;). Y  MITMEHTOBAHUX — CK3EMILLIPIB
IHTEHCHUBHICTh KOJIbOPY MOY)K€ KOJIMBAETbCA 3aJICKHO BiJI KUIBKOCTI OTPUMAHUX HUMH
JOMIHAHTHHX ajiejiB. MaKCHMajbHAa B JOMIHAHTHHX JUTOMO3UTOT (A1A1A4A45) 1
MiHIMaJbHa B HOCIiB OJHOIO 3 JOMIHAHTHHX alICILIIB (A1a1a,a; i ara14»as).

[TonireHH1 03HaKyU 3HAYHOIO MIpOIO 3ajIeXkKaTh BiJl YMOB cepeoBuIIa (IIK1ATUBUX
3BUYOK, CIIOCOOY JKUTTS, XapuyyBaHHS TOIIO). XBOPOOHW, CIPUUYMHEH] MOJITCHHUMH
O3HAKaMU, HA3UBAIOTHCS MYJIbTH(AKTOPIAIBHUMH (31 CIIaJKOBOIO CXUIIbHICTIO). Came
MyJIbTU(AKTOPIaIbHI 3aXBOPIOBAHHS HAWOLIBII MOMKUPEH] cepei CIaIKOBUX XBOPOO.

[Ipo momireHHe ycmaaKyBaHHS O3HAKA CBIAYUTh YacTOTa 1i BUSIBICHHSI B
ONu3bKUX poaudiB 1 B momyiamii. Yactora ii excrmpecii MOPIBHIOE KBaJIPaTHOMY
KOPEHI0 iX YacTOTH B NONyJslii. PU3MK MOJIr€HHO 3YMOBIEHUX CIAaJIKOBHUX
3aXBOPIOBAHb OOUYMCIIOIOTH IMOPIBHSHHAM BIJICOTKA 3aXBOPIOBAHb y MOMYJALIT 10
B1JICOTKA 3aXBOPIOBaHb Yy BIAMOBIAHIN CiM’i: momyJsiiiiHa 4acToTa/ciMeiiHa yacToTa
x 100.

YacToTa HapOKEHHSI XBOPUX JITEH 3aJIeKHUTh BiJ TOTO, XTO 3 0AaThKIB (MaTH 4u
0aThKO) XBOPUM Ha IOJIIT€HHE CITaJKOBE 3aXBOPIOBAHHS, a TAKOX BIJl TOTO, KA CTAaTh
Oyne B nutuHU. llomireHHO 3yMOBIIEHI Taki 3aXBOPIOBaHHsS, fIK 3as4ya ry0a, BoBua
nama Tomo. [lodireHHo ycmagkoBYHOTHCA ¢ JesKki (Hi310JIOTIYHI OCOOJIMBOCTI
OpraHi3My: 3piCT, JOBTOJITTS, PO3YMOBI 3J10HOCTI, CTIMKICTh UM CXHUJBHICTH 1O
JEeSIKUX 3aXBOPIOBAHb.

BaxxnuBa 0co0auBICTh TONIMEPIT — cymailisi (aJaTUBHICTH) i1 HEaIeTbHUX IeHIB Ha
PO3BUTOK KUIbKICHHX O3HAK.

bionoriyne 3HaueHHs MoJiMepil Mojsrae e i B TOMy, 10 O3HAKH, SIKI KOZAYIOTHCS
IIUMHU T€HaMH, OB CTaO1IbHI, HIXK Ti, M0 KOAYIOTHCS oqHUM reHoM. OpraHizm 6e3

NoJIMEpHUX TeHIB OyB OM JyKe HEeCTIMKUM: OyIb-sika MyTalis abo pekomOiHalis
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npu3BoAWSia O 0 pi3KOT MIHIUBOCTI, a 1€ B OLIBINOCTI BUMAJAKIB MAa€ HECTPHUSITIIMBHIMA
XapakTep.

Ilneitomponia. 11neiioTporHa Jist TeHIB — 1€ 3aJICKHICTh KIJTBKOX O3HAK BiJ] OJHOTO
reHa, ToOTO MHOXXHMHHA i OJHOTO TeHa. Y napo30odiam TeH O1710ro KOmbopy odei
BOJIHOpPA3 BIUIMBAE HA KOJIP TL1a, JOBXKUHY KpHJI, OYJIOBY CTaT€BOrO amapary, 3HUKYE
IJI0/II0YICTh, 3MEHIITY€E TPUBATICTh KUTTH.

VY mroguHM Bigoma criaakoBa XBopoOa — apaxHomakTwiis (TmaBydi majibil” — ayxe
TOHKI 1 JOBI1 manbii), abo xBopoba Mapdana (XapakTepu3yeThCs: IT1IBUBUXOM
KpHUIITAINKA OKa, BaJlaMU CepIisl, BUIOBXKEHHSIM KiCTOK MaJbIliB PYK 1 HIT).

Pi3Ha ekcrpecuBHICT, IeHa MOK€ OyTH 1 3a IHIIMX XBOpPOO, IO CHPUYUHEHI
JIOMIHAHTHUMH T€HaMHU — BIJ] CJIa00 BUPAXCHHUX JI0 HAUTSDKUMX. Y pasl TyKe HU3BKOI
eKCIPECUBHOCTI T€HAa CTBOPIOETHCS BPAKEHHS, M0 JIOAWHA 3710poBa. SIKIIo
EKCIIPECUBHICTh BUCOKA, TO PO3BUBAIOTHCS TSHKKI (POPMU 3aXBOPIOBAHHH.

VY pa3i cepnonoAiOHO-KIITUHHOI aHEeMii ayTOCOMHO-PELIECUBHUI TE€H KOHTPOJIIOE
PO3BUTOK E€PUTPOLUTIB Yy (opmi ceprna aHeMli, CIPUYUHIOE 30UIBIICHHS CENE31HKU,
YpaKEHHsI ceplis, HUPOK, MO3Ky, IIKIpu. SBuUIE IMIeHOTpomii BU3HAYAE CKIAIHICTD
B3a€MO/I1i TE€HIB, sIKa cpusie (POPMYBAHHIO YHIKAIBHOIO T€HOTHUITY KOKHOT'O OpraHi3My.

O3HakamMu 3aJIEKHOCTI (PYHKIIIOHYBaHHS CIIaJKOBUX 3aJaTKIB BiJl XapaKTEPUCTUK
TEHOTHITY € TIEHEHTPAHTHICTh Ta €KCIIPECUBHICTb.

Ilenempanmmnicme (Bil naT. — NPOHUKHEHHS, JOCSATHEHHS) cuja (PEHOTHUIIOBOTO
IPOSIBY, YacTOTa MPOSBY TI'€HAa, SBUIINC MOSBH a00 BIACYTHOCTI O3HAaKH Yy OpPTaHI3MIB,
OJIHAKOBUX 3a TE€HOTUNOM. lIeHeTpaHTHICTh BUMIPIOETHCSA BIJICOTKOM OpraHi3MIB 3
TE€HOTHUITHOIO O3HAKOIO BIJ 3arajibHOI KUIBKOCTI OOCTEXKEHMX HOCIIB BIAMOBIIHOTO ajeiis.
[leneTpaHTHICTh 3aJICKUTHh BiJ T'eHIB, Bl CEpEIOBHINA, BiJi TOro i iHIIOro. Takum
YMHOM, 1€ HE KOHCTaHTHAa BJACTHBICTh T'eHa, a (YHKLIS TEHIB y TMEBHUX YMOBax
CepeIoBHIIA.

Excnpecusnicms (Bif 5at. — BUpa3) — II€ 3MiHA KUJIBKICHOTO TIPOSIBY O3HAKU Y
pI3HUX OCOOMH — HOCIiB BiAMOBiAHOrO anens. I[lpu JAOMIHAHTHUX  CHAJAKOBUX

3aXBOPIOBAHHAX EKCIPECHBHICTh MOXKE KoNuBaTHcsa. B omHil 1 Ti camiil poArHI MOXYTh
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MPOSIBIISITUCS CTIAJKOBI XBOPOOH 3a MepediroM BiJl JIETKUX, Jie/lb MOMITHUX J0 TSHKKHX: Pi3HI
¢dopmu rinepToHii, mu3odpeHii, IyKpoBoro AiadeTy TOIMIO.

PeriecuBHI cniazikoBi 3aXBOPIOBAaHHS B MEXKax CIM’i MPOSBISIOTHCS OJIHOTHIIOBO 1
MaloTh HE3HAYH1 KOJIMBAHHS €KCIIPECUBHOCTI.

7. IToHATTSI MPO reHoKoMil Ta (eHOKOMII.

[HKONMM cMmajnKoBl 3aXBOPIOBAHHSA, 3YMOBJIEHI PI3HUMHM T'€HAaMU, MOXYTb MaTu
no/Ii0Hy KIIHIYHY KapTHHY, TOOTO OJMH T€H MOXKE KOIIIOBATH BUSBIICHHS 1HIIOTO T'eHa.
Hanpuxknan, Bimoma mncesnorineptpodiuna popma mionatii Jlromena. Bona 3ymonieHa
TeHOM, SKHH JoKali3yeTbcsi B X-xpomocomi. I[Ipore i icHye iHma ¢opma — miomaris
bekkepa, 1m0 3yMOBJ€HA IHIIMM TE€HOM, JOKAaII30BaHUM Yy I1HIIOMY JIOKYCl Ti€i camoi
xpomocomu. Ili nB1 ¢opmu MmiomaTii € TeHOKOMIAMH. € TaKoXX TeHOKOIMIi remModiii,
MITMEHTHOI KCepoAepMii TOIIIO.

T'enoxonii — 11e gBUIIE, 32 IKOTO MOJIOHI O3HAKH (DEHOTHUITY 3yMOBJICHI PI3HUMHU
HeaJleJIbHUMH TeHaMH. BiJl reHoKoIii HeoO0X11HO BIAPI3HATH (DEHOKOTIII.

@Denoxonii — HecnagkoBa 3MiHA (PeHOTHUIly, MOAIOHA 10 MPOSBY IEBHUX 3MIH
TCHOTHUITY; 11€ OJIHAKOB1 ()EHOTHUITH 32 PI3HUX TEHOTHUIIIB OPTaHI3MY.

8. LluTosoriuni Ta reHeTu4Hi kapT. I'eHeTHYHI MapKepu.

Bigomo, 1m0 cuna 34erieHHs MK FeéHaMd B XpOMOCOMI OOEpHEHO MpOoMopIliiHa
BIJICTaHI MDK HUMH. Lle mae MOKIIMBICTh BH3HAYMTH HAJCKHICTh I'€HIB JIO TIi€l YW 1HIIOT
TPy 3YEIJICHHS 1 MOJIOKEHHS TeHIB y XPOMOCOMI, & TaKOX BIJCTaHb MK OKPEMUMU
reHamMu, TOOTO CTaj0 MOXJIMBUM CKJIQJaTh KapTH XpomocoM. KapTu Xxpomocom
PO3pOOJISIFOTH 32 JOTIOMOT0I0 TOPUAOIOTTUHOTO aHATI3Y.

XpoMocoMHa KapTa OyBa€ HUTONOTTYHOIO a00 TEHETHYHOIO.

Humonoziuna kapma — 11e BuAMMA JUISTHKA XPOMOCOMH (CXeMaTUYHE 300paKeHHs
XpOMOCOM) 13 3a3HAYEHHSM JOKami3alli reHiB. BoHa BUCBITIIOE (DYHKI[IOHAJTIBHUI CTaH
XPOMOCOMH, SIKUH 3aJISKHUTh BiJ] 6araTb0X 30BHINIHIX (DAKTOPIB.

I'enemuuna kapma — rpadidyae 300paKeHHS XpOMOCOMH 3 IMO3HAYCHHSM Ha HId
PO3MIIIIEHHS T€HIB 1 BITHOCHOT BIJICTaH1 M’ HUMHU 3 00OB’SI3KOBUM 3a3HAYEHHSIM MOBHO1

91 HETOBHOI (CKOPOUYEHO1) Ha3BM reHa. [ eHeTHYHa KapTa €yKapioTiB Ma€ BHUTJIS MPSIMOi
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JiHIT (XpOMOCOMH MaloTh MpsMY JMiHIHHY (opmy), y OakTepiii BoHa KiIbLEBOi (opmu
(xpomocomu MatoTh (hopmMy KibIls). Macimral KapTu — OJUH HYKICOTHU.

['eHeTnuHI KapTU CKJIQAaOTh JJISi KOKHOI XPOMOCOMH  OKpemo (1€ CKJIaJHuMN
OaraToeranuuii mporec). Ha kapTi 3a3HauyaioTh: HOMEp TPYNU 3YCIJICHHS, MOBHY YH
CKOpOYEHY Ha3By I'€Ha, BIJICTAHb MK TI'eHaMH (y BiJICOTKax). ['€HETHYHI KapTu BKe
po3po0ieHi nanst Apo3odiuiv, MUIl, KyKypya3u, pucy, Heipocnopu Ttomo. CyyacHi
JOCSITHEHHSI ITUTOTCHETUKH JalW 3MOTy BH3HauWTH Jokamizamito 800 reHiB XBOpoO
mounu (1% 3aranbHOI KIIBKOCTI T€HIB).

JInst  ckimamaHHS TEHETUYHUX KapT JIIOJUHU  3aCTOCOBYIOTH TaKi METOJIH:
cekBenyBanHsi JIHK (mi3HaroThcsi mpo MOCHIAOBHICTh HYKJICOTHIIB); aHAII3 POJIOBOAY;
riopuan3aiisl COMaTHYHUX KIITUH, MOJICKYJISIpHA T10puau3allis;, aHamdl3 aMiHOKHCIOTHOT
MOCJIIIOBHOCTI O1JIKa TOLIO.

VY moauau BimoMo 24 rpymnu 3uerieHHs (22 mapu ayrocoM X- Ta Y-XpOMOCOMH, B
SAKUX MICTUTBCSI OJIM3bKO 35 THC. reHiB). JIJis KOKHOI TpyNH 34EIUICHHS BXXe 1MO0Y/10BaH1
KapTh XxpomocoM. B Hux HaiinmoBHima s X-XpOMOCOMHU Ta IEpPHIOI ayTOCOMH.
BusHaueHHss rpyn 34eIUIEHHS YacTO JOMOMarae Ipyd BU3HAYEHHI XBOpoOW (TeHH-
Mapkepu). Tak, reH SIKMM BH3HAYa€ OHIX1OCTEOAMCIUIA31I0, 3UCIUICHHM 3 T€HOM, KU
BU3HAYa€ rpymy Kposi 3a cucreMoro ABO. ¥V X-xpoMocomi BHUSBJIEHO TPYITy 3UETLICHHS
reHa Tpymnu KpoBl 1 reHa 1XTi03y, OYHOTO ajJh01HI3MY, KOJIBOPOBOTO 30py, reModiii To1o.
Tomy 3aXBOpIOBaHHS, 1[0 BU3HAYAIOTHCS BIJMOBIIHUMHU I'€HaMH, OATHKO TIepeaae J0uili, a
MaTH — CHUHY.

CknagaHHg TOYHUX KapT XPOMOCOM 1 BHBYEHHS JIOKaIi3allli MaTOJIOTIYHUX TEHIB
Ma€ BUHSTKOBE 3HAYCHHS I MEIWIIMHU, a camMe — JUIsl PaHHBOI Ta AudepeHIlianbHOI
JIarHOCTUKU  CIMAJKOBUX XBOPOO, BCTAHOBJICHHS HOCIIB TE€HETUYHUX TOPYIICHD,
BU3HAYCHHS MEIMKO-TEHETUYHOTO MPOTHO3Y Ta JIIKYBAaHHS CITaJIKOBHX XBOPOO.

KaptyBanHs TeHIB, MmO BIANOBIAAIOTh 3a BUHUKHEHHS XBOpPOO JIOAWHU, Ha
XpoMOCOMax JIa€ 3MOTY PO3BUHYTM HaWBaXIMBIIII 3 HAMpPSIMiB T€HETHUKU — MATOJOTIUHY

aQHATOMIIO TEHOMY.
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TI'enemuuni mapkepu. Jlna [laTHOCTHKW CHAAKOBUX Ta 1H(EKIIHHUX
3axBoptoBanb Ha piBHI JIHK BukopucroByrots pizni metomu, 3okpema JIHK-30maM
(mapkepu). IHK-3081 — e ainsaka JIHK nopxkunoro i 10 1o 6000 nap HyKJI€OTHIB, Y
SKI TOCTIJOBHICTh OCHOB KOMIUIEMEHTapHA IOCIITOBHOCTI JOCTIKYBAHOT TIJITHKU
JAHK (rena, mo 3yMOBIIIO€ 3aXBOproBaHHs, ab0 TeHa Bipycy, Oaktepii). TexHoJsoris
JHK-30H71iB BUMarae 3HaHHS HYKJICOTHUIHOI TMOCIIOBHOCTI T'€HA, IO TOCIHIIKY€EThCS.
Jnst nokamizamii reHa 30HAM, IO MICTSTh PaAlOaKTHUBHI a00 (IIyOpecleHTHI MITKH,
BHOCAThCS Yy JIHK-3pa3ku, 1mo MicTaATh 010JI0TIYHUI MaTepian, OTpUMaHUK BiJl XBOPOTO.
3a nasBHocTi B JJHK xommiemenTapHOoi MOCTIAOBHOCTI 30H MPUEAHYETHCS 10 HET 1 fioro
MOXHa BHU3HAUWTH, BHUMIPIOIOYM paJl0aKTUBHICTE abo (uyopecueniito. Po3mipu
dbparmenTiB JIHK, no sikux npuenHaBcs 30H]I, BU3HAYAIOTh 33 JOIMTOMOTOK METOJIUKH —
onotunr (CaysepH). 3a gonomororo JIHK-30H71B i1eHTH(IKOBaHI €Kl T€HU JIIOJIUHU, a
TaKOXX BUKOPUCTOBYIOTBCSA [UIsl J1arHOCTUKU 1H(EKIIHHUX 3aXBOPIOBAHb BHACIIJIOK

BU3HaueHHs nociigoBHocTi JIHK, yHIKanmpHOT 1J1 KOXKHOI OakTepii abo Bipycy (remaTur).

IHumannsa ona camoKoOHmMpOJ:

OCHOBHI MOHSATTS Ta CUMBOJIU TeHeTHKH. OCHOBHI ITOHSTTS T€HETHUKH.
['eneTnuHi 3aKOHOMIPHOCTI, BcTaHOBJEeH1 ['. MeHenem.

Tpu 3akonu ycnaakysanHs . Mennens.

YMoBH, 3a AKuX A110Th 3akoHu ['. Menmens.

MoOHOreHnse ycnajaKkyBaaHHs.

MeHnnenBChbK1 O3HAKU JIFOTUHU.

Tunu ycnagkyBaHHS MEH/ICTIBCHKUX O3HAK.

3ueryieHe ycraIKyBaHHS TeHIB.

© © N o g B~ w DN E

Jlo3u reHiB. EQeKT mosoxeHHs reHiB.
10.OcHOBHI TIOJIOKEHHSI XPOMOCOMHO1 TEOpii CMagKOBOCTI. XPOMOCOMHE BU3HAYCHHS
CTaTl JIFOAWHH.

11.03Haku 34uenJieHi 31 CTaTTIO.
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12.B3aeMoniss TeHIB Ta iX NOpOsSB NpU PI3HUX THMAX YCHaAKyBaHHs. B3aemomis
aJIeIbHUX TCHIB.

13.MHOXUHHUI allesi3Mm.

14.YcnankyBaHHs rpyn KpoBi 3a cuctemoro ABO Ta pesyc- pakTopom.

15.B3zaemoniss HeanenbHuX TeHiB. KommiementapHicte. Emictas. Ilomirenne
yCHaJaKyBaHHs KIJIbKICHUX O03HAK (TJICHOTPOIIisI, EKCIIPECUBHICTh Ta IEHETPAHTHICTh
TCHIB).

16. IToHaTTS PO reHoKoIIi Ta PeHOKOTTI.

17.1luTonorivni Ta reHETUYHI KapTH. [ eHETUYHI MapKepH.

Jimepamypa:

1. boukoB H.II. Kmmanueckas renetuka / H.II. boukos. — M.: I90TAP-ME]I, 2002.
— C. 89-104.

2. Menuuna Gionoris: [igpyunuk ans BH3 HI-1V pisniB Bukiaganus / 3a pea. B.M.
[Timaxka, }O.1. baxxopu. — Binaums: Hosa xkuura, 2009. — C. 154-164, 167-175.

3. Ilytunuena I'J. MenuuHa TreHeTHKa: [ligpyunuk / 1. [IytunueBa — K.:
Menmnmmna, 2008. — C. 124-177.
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CHAIKOBICTbB I CEPEJOBHUIIE

1. MinnuBiCTh OpraHi3MiB, ii BUJU Ta 3HAYCHHS.

2. Ponp cmagkoBOCTI ¥ cepeloBMIIa B MIHJIMBOCTI O3HAaK Ta BHUHUKHEHHI
3aXBOPIOBAHb.

3. Monudikarmiitna mianusicte. Hopma peakiii.

4. denokorrii, MexaHi3M X BUHUKHEHHS.

5. 'enoTunHa MIHIMBICTB, ii JOpMHU Ta 3HAUECHHA. MyTalliiiHa MiHIUBICTh. Bumu
MyTaIii. MyrareHu.

6. KomOinatuBHa MIHIMBICTh. [ eHeTUUHUH TATAP.

1. MinJmBicTh Opraui3mis, ii BUIM Ta 3HAYEHHS.

OpranizamMu 1o03a CEpeOBUIIEM ICHYBaTH HE MOXYTh. byab-sKUil OpraHizm
nepe0yBaoTh Y TICHOMY 3B’SI3KY 3 HABKOJMIIHIM CEPEIOBHUILIEM. YMOBH CEpENOBHUILA
MOCTIMHO 3MIHIOIOTBCS, a )KMBI OpraHi3MU MPUCTOCOBYIOThCS 10 YMOB cepenoBuia. [llo
MOCTIMHO 3MiHIOIOTECS. lle BiOyBaeTbCsl 3aBISKM BJIACTHBOCTI JKMBHX OpraHi3MiB —
MIHJIUBOCTI.

Minnugicmes — 1€ 31aTHICTh OpPraHI3MIB 3MIHIOBAaTH CBOi O3HAKW 1 BIACTHUBOCTI.
Oznaku OyBalOTh AKICHI 1 KUIbKICHI. SIKICHI O3HaKM YCMAaJKOBYIOThCS 3a 3akoHamu [
Mennens (MOHOTE€HHO) — KOJIp oOueH, ModigakTWiis, remModimiss Tomo. AJle TeH He
BUSBJISIETHCSI aBTOHOMHO, BIH B3a€MOJII€ 3 IHIIMMH T€HaMH OpPTaHi3My 1 37e0UIbIIOTO
O3HAaKM Ta XBOPOOW BH3HAYAIOTHCS OaraTbMa reHamu (IMOJIIT€HHO), HAa BUSBJICHHS SKUX
BIIMBAIOTH (DAKTOPU HABKOJIUIIHBOTO cepeAoBHINA. ['eHu, sKi KOHTPOJIIOIOTh Tl YW 1HIII
O3HAKH, MOXKYTh TMPOSIBIATUCSA Y (PEHOTHUIII HE y BCIX HOCIIB I[OTO I'€Ha 1 MOXYTh MAaTu
PI3HHMI CTYMiHb T€HOTUITHOTO MPOSBY. 3MIHIOIOUYM BIUIMB (DAaKTOPIB CEPEIOBUIIA, MOXKHA
BILJIUBATH HA MIEHETPAHTHICTH 1 EKCIIPECUBHICTH T€HIB.

Pi3Hi o3Haku opraHi3MiB MalOTh HEOJHAKOBY 3aJICKHICTh BiJ IFOYMX YUHHHKIB
cepenoBuila. BogHouac ycnaakyBaHHsi rpynu KpoBi (ABQO) mpakTUyHO HE 3aJI€KUTh Bijl

30BHINIHHOTO CEPEIOBUIIIA.
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Ilenempanmmuicms — 11€ KUIBKICHUHN TTOKa3HHUK, YACTOTA TEHOTUITHOTO MPOSIBY reHa
(o3HaKM) B WOTO HOCIiB; BU3HAYAETHCA Y BifcoTkax. Hampukmnan, skmo 13 100 HOCIiB reHa
BiH mposiBUThCS B 30 0ci0, TO meHeTpaHTHICTh AopiBHIOE 30%. [lenempanmuicmo —
94acTOTa FeHOTUITHOTO MPOSBY T€HAa B MOIYJISIIT; CiBBIAHOMIECHHS (PAKTHUHUX XBOPHUX A0
3arajJbHOi KUTBKOCTI HOCIiB JaHOro reHa. i BUPAXKAIOTh y BIJICOTKOBOMY BIJTHOIIIEHHI
XBOPUX JIO 3arajJibHOi KUIbKOCTI HociiB. Hampukman, skmo cepen 1500 HociiB
noMiHaHTHOrO reHa B ycix 1500 mromelt TeH TPOSIBISIETHCS  (EHOTHIIOBO, TO
neHeTpaHTHICTh JopiBHIOE 100%, TOOTO MEHETPaHTHICTh MOBHA. SKIIO I'e€H MPOSIBISETHCS
y 750 — 50%. fxmo 3 ycix HOcIiB reHa xBopiioTh juine 40%, TO TMEHETPaHTHICTh
nopiBHIO€e 40%. 100 % meHeTpaTHICTh y JIIOJeH Mae yClaJKyBaHHS I'€Ha Ipymnu KpoBi 3a
cuctemoro ABO. [IleHeTpaHTHICTh AESIKMX CHAJAKOBHX XBOpOO: cuHApoM [apmHepa —
84%; cnaakoBuii maHkpeatut — 80%; permHobOmactoma — 60%; orockiepos — 40%;
BpO)KCHUH BUBUX cTerHa — 25%.

Hampuknan, tpe6a BU3HAYUTH, sika WMOBIPHICTH HApOJKEHHS XBOPOI JUTHHU B
POJIMHI, B AK1{ OIMH 13 0aTHbKIB XBOPI€ Ha OTOCKJIEPO3, @ IHIIHNIA — 3JJ0POBHIA.

[lenerpanTHicTh  OTOCKIEpo3y jopiBHOE 40%. 3a HasBHocTi AJl-THNy
yCHaAKyBaHHA WMOBIPHICTb HApOUKEHHS XBOpOi JuTUHU cTaHoBUTH 50% (0,5).
[TenerpanTHicTh reHa cranoBuTh 40% (0,4). OTxe, IMOBIPHICTH TOTO, IO B TUTUHU Oy1ie
otockiiepos ctanoBuTh 0,5x0,4 = 0,2 (20%).

Excnpecuenicms — CTyniHb TEHOTUITHOTO MPOsiBY reHa. OuH 1 TOM camMuil TeH 3a
PI3HHX YMOB MOe OyTH BHpa)KeHUU cuiibHIIIE a0o ciadiie. Hanpukiam, moaigakTuiis y
XBOPOI0 MOK€ OyTH JUIle Ha OJHIN pylll, MOXe OyTH Ha JBOX a00 Ha 000X pykax 1 000x
Horax. [lanbIiB Ha pyLl MOKe OyTH SIK IO IIICTh, TaK 1 IO CIM.

Excnpecusnicms — 1€ SIKICHUM TOKa3HUK, CTYIMIHb F€HOTUITHOTO MPOSIBY O3HAKH.
ExcnipecuBHICTh BIAMNOBIAAE€ MOHSTTIO ,,CTYMiHb 3axBOproBaHHA . KiNbKICHI 0O3HaKH
000B’SI3KOBO BM3HAYAIOTh BHUMIPIOBAHHS: CEKpEIlii MOJIOKa y KIHOK, 3pOCTYy, Macu Tijia
Tomo. byab-sika oO3HaKa AETEPMIHYETHCS TEHOTHIIOM, SIKUH BU3HAYAETHCSI B MOMEHT
3aIUIiIHEHHS, aJle CTYIIHb HACTYIHOI €KCIPECii [IbOTO TeHETUYHOIO MOTEHLIAy 3HAYHOIO

MIpOTO 3aJICKUTh BiJ 30BHIIIHIX YHHHHKIB, 10 JIIFOTh HA OPTaHi3M IIiJ] 4ac HOTO PO3BUTKY.
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Po3pi3HsA0Th 1B1 (hOpMU MIHIMBOCTI — CTIaKOBY 1 HECTIAJKOBY.

Cnaoxoéa — MIHJMBICTb, 3a SIKOI 3MIHIOETHCS TE€HOTHN, TOMY ii Ha3MBAaIOTh
2EHOMUNHOIO.

Hecnaokosea — MIHITUBICTb, 32 SIKOT 3MIHIOEThCS JIHIE (DEHOTHII, TOMY i1 HA3UBAIOTh
Genomunuoro, abo MooupixayiiHorw.

MiHMBICTh, SK 1 CHAJKOBICTh, BJACTHBA BCIM JKMBUM OpraHi3MaMm. 3aBIsSKH
CIaJKOBOCTI B MPHUPOAl 30€piratoThCsi BUIW, a MIHJIMBICTh 3a0e3medye pi3HOMaHITHICTh
BUJIIB 1 TPUCTOCOBAHICTh iX JI0 YMOB CEPEAOBHINA, SKI TOCTIHHO 3MIHIOIOTHCS.
CmakoBICTh 1 MIHJIMBICTh Pa30M CTAaHOBJIATh OCHOBY €BOJIIOIII].

CmankoBa MIHJIMBICTH € TIPUYMHOIO CITAJKOBHX BaJ PO3BUTKY Ta CITaJKOBHX
3axBOpioBaHb. HecmajkoBa MIHJIMBICTE € MPUYMHOIO HAOYyTUX  3aXBOPIOBaHb Ta
HECMAJAKOBUX BaJl PO3BUTKY. B3aeMopis CHagKoBUX UYMHHHUKIB 1 yMOB CEpeIOBHIIA
PU3BOIUTH 10 MYJIbTU(PAKTOPIAIbBHUX 3aXBOPIOBAHb.

3aBAsSKUA MIHJIMBOCTI yC1 JIFOAM 1HAUBIAyalbHI. HemMae 1BOX oHaKKX JIIOJIEH, a TOMY
1€ HEOOXITHO BpaxyBaTW B pa3l MEpEeIMBaHHA KpOB1, TPaHCIUIAHTALll OPraHiB, CYJI0BO-
MEJIMYHOI MMPAKTUKH, IT1]T 4aC MEAUKO-TEHETUYHOTO KOHCYJIbTYBAaHHSI.

CrnpusaTiuBi TEHETHMYHI YMHHHWKH, a TAKOXX CHPHSTINBI YMOBH HaBKOJMIIHBOTO
CEpEelIOBHUIIA, OCBITA Ta BUXOBAHHS JOMOMAraloTh ONTUMAILHOMY BUPaKEHHIO 1HTEICKTY
JIIOJTUHU.

2. Poab cnaakoBocTi ii cepegoBHIa B MIHJMBOCTI 03HAK TAa BHHUKHEHHI
3aXBOPHOBAHb.

Denomun — 1e CYKYIHICTh BCIX O3HAK (30BHIIIHIX Ta BHYTPIIIHIX) 1 BIACTUBOCTEH
Opraizmy, sikKi MO>KHa CIOCTEpIraTd MPH aHATOMIYHMX, (Di310JIOITYHUX, MOPQOJIOTYHUX 1
IIUTOJIOTIYHUX JOCTIDKEHHIX. DEHOTHN — 11e pe3ynibTaT peaiizailii reHOTHITY 3a MEeBHHX
YMOB 30BHIIIHBOTO cepefoBula. Y (EHOTUIl Maibke HIKOIM HE Ppeaji3yroThCsl BCl
TEHETUYHI MOXXJIUBOCTI, a JIMINE YacTUHA 3 HUX, JUIS SKAX YMOBU OYJIHM ONTHUMAILHUMH.
3MiHa 30BHINIHHOTO CEPEIOBHUINA a00 TEHOTUITy MOXE BHUKIUKATH BIAXWICHHS BIJ
HOpMaJibHOTO (heHoTurry. HasBHICTH NMEBHUX T€HIB HE O3HAuae, 10 iX Jis 3aBEPUIUTHCS

PO3BHTKOM BIINOBITHUX O3HaK. Ha nit0o OaraTb0X I'eHIB BIUIMBA€ 3MiHAa 30BHIIITHBOTO
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cepenoBumia. Hampuknana, KUIBKICTh €pPUTPOLUTIB Yy JIOJUHU MOTIJIa 3MIHIOBATUCS
3aJIe)KHO B1J] BUCOTH MICIIEBOCTI HaJl pIBHEM MODAL.

3MiHM (PEeHOTUITY MOXYTh OyTH 3yMOBIIEHI reHeTruHo. Hanpukmnan, pizHi (peHoTurnHi
rpynu KpoBi 3a cucremoro ABO B OIMHM BUKIMKAaHI KOMOIHAINEIO alleIbHUX TEHIB.
Hageneni npukiaay sicCkpaBo JEMOHCTPYIOTh, IO B peaiizallii (EeHOTUITY BaXKIUBY POJIb
BIJIITPAIOTh K CKJAJOBI T€HOTUIY, TakK 1 (aKTopyd 30BHIIIHBROTO CEPEIOBHIIIA.
CriBBIAHOCHY POJIb IUX YMHHUKIB y POpMyBaHHI ()EHOTUIY JIOJAMHU MOXHA OI[IHUTU Ha
MPUKJIaJll MOHO3UTOTHUX OJIM3HIOKIB, SIKI TEHETUYHO 1IeHTUYHI. BianosigHo, eHOTUIIHI
BIIMIHHOCTI Y HHMX TIOB’sI3aHi TiJIbKH BILTUBOM cepenoBuina. [Ipu mpoMy po3paxoBYIOThH
CTyMHiHb TOAIOHOCTI (KOHKOPJIAHTHOCT1) 1 BIJMIHHOCTI (JUCKOPJAHTHOCTI) O3HAaK Yy
Oy3HIOKIB. J[J1 OIIHKM POJIl CHAJKOBOCTI y PO3BUTKY Ti€l YU 1HINOI O3HAKU POOISATH
pO3paxyHKH 3a (POopMyJI0I0:

% moniorocti Ob — % moni6rocTi b
H - T
100 — % moxi6uocTi /b

ne H — xoedimient caakoBocti (anri. Heredity — cmagkosicts); Ob — oqHo- i JIb —
IBOSIIEB1 OJIM3HIOKH.

I[Ipu H, mo npopiBHIOE OJWHWIN, O3HAKA IIIJIKOM BHU3HAYAETHCS CITaJIKOBUM
KOMITIOHEHTOM; mpu H, 10 JOpiBHIOE HYIIO, BU3HAYAIBHY pOJb BIAIrpac BILUIUB
cepenosuia. Koedirienr, skuii 6au3bkuil 10 0,5, cBIAYMTH NpO MPUOIU3HO OJHAKOBUI
BIUIMB CIIAJIKOBOCTI Ta CEPEIOBHUIIA HAa (POPMYBAHHS O3HAKHU.

Hampuknaza, 3a Takux 3aXBOPIOBaHb, SIK TYOEpKYyJbO3 1 paxiT, KOHKOPJAHTHICTh
MOHO3UTOTHUX OJIM3HIOKIB 3HAYHO BWINA, HDK JW3UTOTHUX. He3Bakarouw, 1o mepiie
3aXBOPIOBaHHS € 1HQEKIINHUM, a Apyre 3ajJeXuTh BiJ] yYMOB XapyyBaHHs, MOHa
KOHCTAaTyBaTH, M0 B 000X BWMAJKaX BaXKIWBY POJb BiJlirpa€ TEHETHUYHO 3yMOBJICHA
CIPUMHSITIMBICTD JI0 IIUX 3aXBOPIOBAHb.

CepenoBuirie BIUTMBAE HE TUTLKM HA PO3BUTOK O3HAKH, ajie ¥ Ha 1i jomiHyBaHH. Tak,
y Apo30(diuIM BiIOMI JB1 alebHI MyTallii, sIKi BIUIMBAIOTh Ha po3Mmip 1 popmy kpuia. [lnomra

KpWJia B OJHOTO 3 MYTaHTIB y TOMO3MIOTHOMY CTaHi OuIblla, HDK B iHmoro. Komm
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TeMIIepaTypa, IpH K BUPOIILYBAJIH JIMIMHOK, Oyna 24°C, TO reTepo3uroTy 3a po3MipaMu
KpWJI HAOMIDKyBaJUCS 10 MYyTaHTIB 3 OUIBIIMMHM KpHJIaMy, a SKIIO TeMIeparypy
nigsumryBaau A0 30°C, TO reTepo3uroTd CTaBajd MOAIOHUMH JI0 MYTaHTIB 3 MEHIIHUMU
KpUJIaMH.

Jlns MaitlOyTHBROTO JIIKaps BaXKJIMBO PO3YMITH, IO CHAJKOBICTh 1 CEPEOBHUIIEC €
eTioNoriYHUMH  (pakTopaMu, abo BIFIrPalOTh IEBHY pOJIb B IaToreHe3l Oyb-sKOTO
3aXBOPIOBAaHHA. 3 TOTJIALY HA 1€ BCl (pOpMHU MATOJIOTil JIOAMHN MOXKHA PO3NUHTH Ha 4
Ipynu.

Ilepwy epyny cKIIajaroTh CHAJKOBI 3aXBOPIOBAHHS, B PO3BUTKY SIKUX OCHOBHY
€TIOJIOTTYHY POJIb CKJIAAA0Th CIAaJAKOBI (DAKTOPH, a BIUIMB CEPEAOBUILA JIUIIE MOIU(DIKYE
X MposB.

llpyea epyna — 1ie cnajikoBli XBOpOOH, 3yMOBJICHI MATOJIOTIYHUMH MYTAllISIMU, OJTHAK,
Uil X TIpOsiBY HEOOXiAHWM crenudiyHUiA BIUIMB 30BHIIIHBOTO cepenoBuia. [Ipukiamom
Moxke Oytu mposiB  HemoctynmHocTi HDS y rerepo3urotHux HOCITB TpU 3HHKEHOMY
napuiaibHOMY THCKY KHCHIO.

Y mpemio cpyny BXOIUTH TEpeBakHa OUIBIIICTb PO3MOBCIOIKEHUX 3aXBOPIOBaHb,
0COOJIMBO B JIFOJIEH CTapIIMX BIKOBUX I'pym (TIMEpPTOHIYHA XBOpPOOa, 1IIeMIuHa XBOpoOa cepl,
BUpa3koBa XBopoOa Toimo). OCHOBHUM  €TIOJIOTIYHUM YHHHHUKOM B iX PO3BUTKY €
HECTPUSITIIMBI (PAKTOPHU TOBKULIS, OTHAK Peatizallis iX il 3a1eKUTh BiJl T€HETUYHOI CXMITLHOCTI.
[{i xBOopoOM 1€ HA3UBaAIOTh MYJIbTU(DAKTOPIATBHUMHU, a00 XBOpPOOaMH 3 TEHETUYHOIO
CXUJTBHICTIO.

Yemeepma epyna — 1ie BIIHOCHO HEBEIMKA TPYIa 3aXBOPIOBAHb, Y PO3BUTKY SIKUX
BUKJIFOYHY POJIb BIAINPAIOTh YMHHUKH 30BHIIIHBOTO CEPENOBUIIA (TPABMHU, OIIKHU, 1H(EKLIIT).

Takum 4YuHOM, (QEeHOTHUN JIOMUHM € Pe3yJabTaTOM B3aEMOJI 1ICTOPUYHO
c(hOpMOBAHOTO TE€HOTHUITY, SKUM peasi3yeTbcs MiJ BIUIMBOM (DakTOpiB JOBKULISA. Binib-
IicTh (pitoreHeTnyHo chOpMOBaHUX (DEHOTUIMHUX O3HAK JIOJMHU MAIOTh aJalTHBHUN

XapakTep.

57



3. Moaugikauiiina minnusicts. Hopma peakuii.

Mooudghikayitina (penomunna) minaugicms — 1e Taka GopMa MIHIUBOCTI, SIKa HE
BUKJIMKAE 3MiH TeHotuny. OgHUM 13 MEpIIMX JOCHIIHUKIB, 110 BUBYAB MOAMQIKALINHY
MinuBicTh, OyB K. Hereni (1865). 3MiHu 03HAK 1 BIACTUBOCTEH OpraHi3My B MEXax HOPMHU
peaxiiii, 1110 BUHUKAIOTh BHACIIOK PI3HUX YMOB iICHYBaHHS, HA3UBAIOTHCS MOIU(IKaIISIMU.
Bonu HOCATH aanTUBHHH (IIPUCTOCYBAIBHUI) XapakTep 1 MalOTh 3HAYEHHS ISl BUOKUBAHHS
OpraHi3miB, BUKOHYIOUH TIE€BHY pOJib y 30epexkeHHI Buay. MoaudikariiiiHa MIHIUBICTH —
ABUIIE MacoBe. BoHa TOpKaeTbcs HE OJHOTO, a CYKYMHOCTI OO'€KTIB 1 ToMy ii e
Ha3UBaIOTh TPYMOBOIO.

Mopaudikariiiina MIHIUBICTh XapAKTEPU3YETHCS TAKUMHU BIACTHBOCTAMH:

1) He ycnagKkyBaHHSIM;

2) rpynioOBUM XapaKTEepPOM 3MiH;

3) BIAMOBIAHICTIO 3MIH 11010 il IEBHOI'O YHHHHUKA CEPEIOBHIIA,

4) oOyMOBJICHMMH TE€HOTHIIOM MEXaMH 3MiH (XO4a HampsAMOK 3MIH OJHAKOBWH,
CTYIIIHB iX MPOSIBY B PI3HUX OPTraHi3MiB HEOHAKOBUI).

MoaudikamiitHa MIHJIMBICTh — 1€ 3aKOHOMIpHE O10JIOTIYHE SBUIIE, SIKE MOCTIHHO
CYNPOBOKYE PO3MHOKEHHS opraHi3miB. IIporec po3BUTKY KOXHOI O3HAKH abo
BJIACTUBOCTEH OpraHi3My 3/IMCHIOETHCS Ha OCHOBI T€HOTHUITY 3a PI3HUX YMOB CEpEIOBHIIA.
Tomy ycnagkyBaHHS 03HaK a00 BIACTHBOCTEH 3aBXKIH MPOSIBISIETHCA Y POPMI PI3HUX HOTO
Moudikarlii.

[Tpuknagom MoaudiKkaiiHOi MIHIMBOCTI € aTieTH4Ha (Girypa y CIOPTCMEHIB ITiJl
BIUIMBOM TpPEHYBaHHSA, 3arap, [0 BHUHUKAE TiJ BIUIMBOM YJIbTPadioaeTOBOTO
OTNPOMIHEHHS, 1H(EKI[1HHI 3aXBOPIOBAHHS — 1] BIUIMBOM 30yAHUKIB, YC1 HA0yTI XBOpOOU
— TyOepKyIb03, IIMHTa, TeTbMIHTO3H, TPABMHU, OOMOPOKEHHS, OTPYEHHS, OIKH TOIIO.

Hopma peakuii. CriagxoBl BIACTHBOCTI OpPraHi3aMy HE MOMKHA OXapaKTepuU3yBaTd
omHiero ¢dopmoro Tposisy. ['eHOTMIT 3a pI3HMX YyMOB Mae pizHuil deHotun. ['eHOTHUT
XapakTepu3y€e HOpMa peakilii — aiana3oH aJanTHBHOI MIHIMBOCTI OpraHi3My B TPaji€HTI
CEPENIOBUINA; 1€ MeXKa MoAUDIKaIiifHOI MIHJIUBOCTI BIAMOBIIHOI O3HAKH, CTYMIHb MPOSBY

o3Hakd. Hopma peakuii — 1e croci® pearyBaHHS TE€HOTHUILy Ha 3MIHU JOBKULIS.
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Po3pi3usoTh MIUPOKY 1 By3bKy HOpPMH peakilii. By3pka HopMa peaxiiii BlIacTHBa TaKUM
O3HaKaM, SIK po3MipH cepiisi ab0 TOJIOBHOTO MO3KY, TOJ1 K KUIBKICTh XKHPY B OpraHi3Mi
JIOAVHU 3a3HAa€ 3MiH y HIMPOKUX MEXKax. Y BY3bKHUX MEKaxX KOJIMBAETHCS OyA0Ba KBITKU Y
POCIIMH, TMPOTE 3HAYHO 3MIHIOIOTHCS pO3MipH JIMCTKIB. Hopmoro peakiii BHU3HA4arOTh
MPHUCTOCYBaJIbHI MOXKJIMBOCTI COPTIB 1 apealiv, siki BOHU MOXYTh 3alHATH. Moougpikayii
Xapaxkmepuzyromvcs MaKuMu O3HAKAMU.

- HE YCHAJIKOBYIOThCS, TOMY MojaudikaiifHa MIHJIUBICTh Ma€ Ha3BY
«HECITaJIKOBa» 1 TOMY HE YCHaJIKOBYIOThCS HaOyTI XBOPOOH;

- MaloTh MacOBHil XapakTep, ToMy MoaudiKailii MOXHa aHaTi3yBaTH KIJIbKICHO.
JUIsi 1bOrOo KOPHUCTYIOTBCS METOJAMH BapialliiiHOI CTATUCTHUKH, TOMY XapakTep 3MIH
nependavyBaHUil 1 BUBHAYCHU;

- TUMYacOBICTh, KO YMHHUK 3HUKAE, TO 3HUKAE 1 O3HAKA,;

- MaloTh CIIPSMOBAHHM XapakTep;

- MaloTh aJIAIITUBHUM XapaKTep, 1110 BaXJIMBO JIJIsl BUKUBAHHS OPraHi3MiB;

- MoaudiKalii KUIbKICHUX O3HAaK yTBOPIOIOTH O€3MepepBHUN pAJl 3HAYEHb BiJl
MIHIMYMY 10 MakCUMyMy 1 (OopMyIOTh BapiaiiiiHuil psiji. buibiiicte 0COOUH IrpyIyeThCs
017151 cepeIHLOTO 3HAYCHHS O3HAKH, SIKE TPATUISIETHCS YaCTIIIE 3a 1HIII;

- IHTEHCHBHICTh MOJU(DIKAMIHHUX 3MIH TPOMOpIIHA CHJII ¥ TpHUBAJIOCTI Jii
YUHHUKA CEPEOBUINA Ha OPraHi3M (CTYIIHb TSHKKOCTI 1HPEKIIIHIX XBOPOO 3aIeKUTh Bijl
KUIBKOCT1 30yIHMKA Ta HOro BIpyJIEHTHOCTI; CTYIIHb TSKKOCTI OMNIKIB — Bl TEMIIEpaTypu
Ta TPUBAJIOCTI ii 711 Ha MIKIPY).

MopaudikaiiiiHa MIHJIMBICTD Ma€  BEJIUKE 3HAYEHHsS TPU  BUHUKHEHHI
MYJIbTH(AKTOPIaTbHUX XBOPOO, TOOTO 3aXBOPIOBAaHb 13 CMIAJKOBOIO CXUJIBHICTIO, KOJIU JJIS
NpOSIBY MATOJOrIi HEOOXITHO ICHYBaHHS OpraHi3My B II€BHHUX YMOBax CEpeIOBHUIIA.
Hanpuxknan, y mroaei, CXUIbHUX 0 BUPA3KOBOI XBOPOOHW IUIyHKA Ta JABaHAALSTUIIAIOL
KHIIKH, TTAJIIHHS, aJIKOTOJIb 1 CTPEC CIPHUSAIOTh PO3BUTKY III€] XBOPOOH.

4. ®eHoKoOMmii, MeXaHi3M iX BHHUKHEHHSI.

Denokonii — 11¢ HECTIAJKOB1 3MIHU (PEHOTHUITY IIiJl BIUIMBOM CEPEIOBHINA, CXOXKI 3

MyTalisiMi  (KOMIIOIOTH MyTallii), ajge TEeHOTUN TMpH LbOMY HE 3adilmaeTbcst (He
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3MiHIO€EThCs). DeHokormii — 11e 0HaKOBI (PEHOTUIM TPH PI3HUX TEHOTHUIIAX OPTaHi3MYy.
Bonu BUHUKAIOTH Ha paHHIX CTaAisX eMOpioreHesy, 30epiraloTbCs MPOTIATOM KUTTS, ajie
HE YCIMaJIKOBYIOThCSI.

Jlesiki HecmaJaKoBI XBOpOOM MOXYTh KOIIIOBaTH KIIIHIYHY KapTUHY CHAJKOBHX
XBOp0o0O. € Kigbka (opM CHAAKOBOi CIINOTH, ajie € CIinoTa HalyTa, sKa BUHUKAE
BHACIIJIOK TPaBM 4epera, Mpy 3anajibHUX 3aXBOPIOBAHHIX MO3KY, BOHa MOKE€ BUHUKHYTHU
me B yTpoOi Marepi, KO0 BOHA BAariTHOIO MEPEXBOpija Ha KOPOBY KPacHYXy, XBOPOOY
botkina, TOoKcoII1a3M03 TOMIO.

Sxmro BariTHa MEpexBOpiIa Ha TOKCOIIa3M03 ab0 KOPOBY KpacHyXy, TO BOHa i3
BEJIMKOIO HMOBIPHICTIO MOXE HapOJWUTHU TIyXOHIMY JuTUHY. Lle HIiuMM He
BIJIDI3HSATUMETHCSL BIJl TJIYyXOHIMOTH, 3yMOBJICHOI MYTaHTHUMHU TE€HaMH, aje I
[NIyXOHIMOTa HE TNepelaBaTUMEThCS HACTyMHOMY IOKOJIHHIO. Bimome cmagkose
3aXBOPIOBAHHS EMUIENCIs, IO MPOXOJUTh Y BUIISAI TSHKKUX HamaaiB 13 BTPATOIO
cBiomocti. [loxo/pkeHHS TmepenaeTbcsi B MOKOMIHHAX. OJHAK, emniIencis Moxe
PO3BUBATHCS BHACIIJIOK MEPEHECEHUX 3aXBOPIOBAHb T'OJIOBHOIO MO3KY (eHuedaniT) abo
micist Moro TpaBMyBaHHA. Jlo cmaakoBoi NMPUPOAM BOHA HE MAa€ BIJHOLICHHS 1 He
YCTaIKOBYETHCS.

[IpuunHamu ¢eHokomi y IUI0Ja MOXYTh OyTH TCHUXO(]i310JIOTIYHI YHWHHUKH,
3YMOBJICHI ~CTpecOM, TIaJliHHSA, ajKOroJib, HApPKOTUKH, JACsAKl JKH, i1H(EeKmiiHI
3aXBOPIOBaHHS, BUCOKA TEMIlepaTypa TuUIa, TINOKCIA TOIIO. BariTHI MOBHHHI CYBOPO
JOTPUMYBATHUCH TIT1IEHU BariTHOCTI, JOCTAaTHHO OyBaTH Ha CBI?KOMY IOBITP1, OEpErTUCs Bij
1H(pEeKIIHHUX XBOPOO, HE 3ailiMaTHCs CAMOJIKYBaHHSM, BECTH 3JI0POBHM CIOCIO KUTTA
TOIIO. 3HAHHS 3 YCIX LMX NUTaHb NAlIEHTH OTPUMYIOTH IIiJI Yac TE€HETHYHOIO
KOHCYJIbTYBaHHSI, IIPU TIOPajax M1o10 MOIaJbIIOr0 HAPOKEHHS JIITeH y MeBHIN CiM i

5. N'eHoTHNIHA MIiHJIUBICTB, il (popMu Ta 3HaveHHsA. MyTaniiiHa MiHJIMBICTB.
Buau myraniii. Myrarenm.

I'enomunna (cnaokoea) minaugicms — IIC MIHIHNBICTh, SIKa BHHHKA€ BHACIIIOK

3MiHU TeHoTully. CaMe BOHA € OCHOBOIO PI3HOMAaHITHOCTI >KMBUX OPraHi3MiB Ta iXHbBOI
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eBorOIlli. ['eHOTHITHA MIHJIUBICTh € MPUYMHOIO CHAJAKOBUX XBOPOO Ta CHAJAKOBUX Bajl
pO3BUTKY. € 1B1 OCHOBHI (HOPMHU TEHOTUITHOT MIHJIMBOCTI: MyTalliifHa Ta KOMOIHAaTHBHA.

Mymauyiitna minaugicme. Y IBISHHS PO MYTaIlii sIK PO MPUYKHY PANITOBOI MOSIBU
HOBOi O3HAKW BIiepie BUCYHYB y 1991 poui romanncekuii 6otanik ['yro ne @pwus, 1mio
BHBYAB CMAJIKOBICTh B EHOTEPH.

T. Mopran noyaB BUBYaTH MyTallii B 1po30diin 1 He3a0apoM 3a y4acTiO T€HETHKIB
yChOTO CBITY B Hel Oyio inmeHTtudikoBano monaa 500 myrariid. Bin ymepine onucas i BBIB
el TepMiH B HAYKYy.

Mymauyia — pantoBa, CTpUOKOIOAIO0HA 3MiHA O3HAKH, SIKa BUHUKAE BHACIIJOK 3MiHU
TE€HOTHITY, LI€ 3MIHa CTPYKTYpU TI'€Ha, CTPYKTypU ab0 KIIBKOCTI XpomocoM. Myrtamii
BUHUKAIOTh PalTOBO, CAMOBLIBHO, CTPUOKOMIOIOHO.

[Iporlecc BUHUKHEHHS MyTallii Ha3UBAIOTh  MymaceHe3oM.  PO3pi3HAIOTH
CIIOHTaHHUM (MPUPOJHUI) Ta 1HIAYKOBaHMM MyTareHe3. CIOHTaHHI MyTailii BUHUKAIOTh
panToBo 0€3 YCTaHOBJEHUX MPUYUH 1 BTPYYaHHs JIIOJWHM; 1HAYKOBaHI — TiJ] BILTUBOM
COPSIMOBAHOI [ii YMHHHUKIB 30BHIIIHBOTO 1 BHYTPIIIHBOIO CEPEIOBUIIA, BHACIIJIOK
BTpYYaHHS JIIOJIUHU.

s eenomunHnoi MiHAUBOCMIT XapaKmMepHi MAaKi O3HAKU:

- MyTaIlli BAHHKaIOTh ParToBO, CTPUOKOIO/110HO;

- O3HAKU CTINKI i YCIaJAKOBYIOTHCS B PSJIl TIOKOJIIHb;

- MyTalli HeCIPSAMOBAaH1, BOHM HEAJEKBATHI 1I0A0 BIUIMBY YWHHHMKIB 30BHILIHBOTO
CepEeIOBUILIA;

- MyTamii MawTh 1HAMBIAYaJbHUM XapakTep, TOOTO B OKpEeMHX OCOOUH
3’ABISIIOTBCA PI3HI MYyTallii, Xo4ya IIi OpraHi3MH IepedyBalOTh B OJHAKOBUX
YMOBaXx;

- OAH1 1 T1 cami MyTallii MOXYTh BUHUKATH MOBTOPHO;

- MyTallii HE yTBOPIOIOTh Oe3MepepBHUX PSAIB 1 HE TpymyroThcs. Lle — sKicHi
3MIHHU.

deHoTunHUM e(EeKT MyTaliil MoXke BupaxaTucs abo y BTpaTi (QyHKIii, abo B

npuaOaHHI HOBOI (DYHKITII.
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Knacughikauia mymauiii:

1) 3a noxoooicenmsim:

a) CIIOHTaHHI (IPUPOIHI) — BIAOYBAIOTHCS B MPUPOIHUX YMOBaX, 0€3 BCTAHOBJICHUX
MPUYHH, 0€3 BTPYYaHHS €KCIIEPUMEHTATOPA;

0) IHAYKTUBHI (INTy4YH1) BUHUKAIOTH il Yac J1i Ha OpraHi3M IITYYHUX YHMHHUKIB
(BTpy4aHHS €KCIIEPUMEHTATOPA), KIIBKICTh iX 3HAYHO O1IbIIIA, HI’K CITIOHTAHHHUX.

2) 3a xapakmepom nposgy (3a 2eHHOI AKMUBHOCMI):

a) JIOMIHAHTHI — BUSIBJISIIOTBCS B TOMO3UTOTHOMY (AA) Ta reTepo3urotTHomy (Aa)
CTaHax;

0) pelecuBHI — BUSBISIOTHCS TUIBKM B TOMO3UTOTHOMY CTaHi. 31€01IbIIOro MyTalii
OyBaroTh periecuBHUMU. CamMe BOHHM CIPUYUHSIOTh T€HETUYHUI TsTap.

3) 3a nokanizayiero 8 KimMuHi:

a) siIepHI;

0) HUTOIIa3MaTHYHI.

4) 3a nanpsmom:

a) MpsAMI1 — IEPEBOASITh UKW (HOpMaIbHUI) alieb B MyTaHTHUM (A>a),

0) 3BOpOTHI — MOBEPTAIOTh MyTAaHTHUH aJelib 10 BUXIHOTO TUITY (A>a).

5) 3a enaueom Ha opeanizm:

a) KOPHUCHI — 3yMOBIIOIOTH (OpPMYyBaHHS KOPUCHOI JJII OpraHi3My O3HaKu
(BHACIIJIOK IILOTO OpPraHi3M O1IBII MPUCTOCOBAHUMN 10 HABKOJIMIIIHHOTO CEPEOBUIIA);

0) MIKIIMBI — MPU3BOJAATH 10 (OPMYBAHHS B OpraHi3Mi HIKiIIMBOT o3Haku. Came
BOHUM CIPUYUHIOIOTH CHAJKOBI 3aXBOPIOBaHHA (MOJIAAKTUIIIIO, TeMO(iIio, CHUHAPOM
Mopdana To1o);

B) HEUTpalbHI — TMOSIBa HOBOI O3HAKW HEUTpasibHA JUIsl OpraHizMmy (3MiHa KOJIbOPY
oueil);

I') HamiBJIETAIbHI — 3HUKYIOTh )XUTTE3AATHICTh OpraHi3My (0COOMHU HE JTOKUBAIOTh

710 PEPOYKTUBHOTO BiKY; CEpIIONOAi0HA KIIITHHHA aHEMis);
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) JIeTalbHI — HECYMICHI 3 XUTTSAM (OpraHi3M THHE B PaHHbOMY €MOpiOTeHE3I;
OUTBLIICTh CIMIOHTAHHUX BHUKHUJIHIB; MOHOCOMIi Oyab-Koi mapu Xpomocom, Kpim 23-i B
KIHKH).

TI'enni (moukoei) mymauii — 1ie 3MiHH XiMI4HO1 cTpykTypu reHa (aumsaku JTHK):
3aMiHa OJHOIO HYKJIEOTHIY IHIIUM, BCTaBKa 3aiiBOr0 HYKIJIEKOTUAY, BUIAIIHHSI
HYKJIEOTH]Y, TIOJABOEHHS HYKJICOTHIIB.

HemomaBHo BiAKpUTHIA HOBHM 1 30BCIM HECHOMIBAaHUN THN MYyTalliid, IO
BUSIBIISIETCST  30UIBIIICHHSAM 4YHCIa TIOBTOPIB (HaWyacTilie TPUHYKICOTUIHUX), ajie
OMHCAaHO TaKOX BHUMAJKH 30LIBIICHHS YHCIA MOBTOPIB 3 5 1 HaBiTh 12 HYKJIEOTHIB,
pO3TallOBaHUX K B €K30HaX TeHIB, Tak 1 B 1HTpoHax. Lli myramii Ha3uMBaIOTh
OUHAMIYHUMU, AOO HecmaOiLlbHUMU.

binbuiicth 3axBOPIOBaHb, 3yMOBIJIEHHX MYTallIMH, MOB’SI3aHUX 3 PO3IMIAPEHHSIM
JUISTHKYA TIOBTOPIB, — CIIaJIKOB1 HEBPOJIOTIUHI 3aXBOPIOBaHHS (xopes ['eHTIHITOHA, aTakcis
Opigpeiixa, MIOTOHIYHA TUCTpOdis Ta 1HIIN).

HalTunoBilimMy reHHUMU MYTAallisIMA € 3aMiHa OCHOB 1 MyTallii 31 3CyBOM paMKu
3unTyBaHHA. PO3pI3HAIOTE npsmi i 0OepHeni TeHH1 MyTallii.

binbuiicTh TeHIB CTiMKI A0 MyTallii, ajie OKpeMl I'€HH 3MIHIOIOTHCS JTOCUTh YacTo.
['enni myTariii MOXyTh MPU3BECTH 10 CUHTE3Y aHOMAJILHOTO MPOAYKTY ab0 3MEHIICHHSI
IIIBUJIKOCT1 CHHTE3Y O1JIKa.

@DeHOTUNOBI TE€HHI MyTalli BHUSBIAIOTBCA HA MOJIEKYJISIPHOMY, KIITUHHOMY,
TKaHWUHHOMY U OpraHHOMY PiBHSX. AJie BeJIMKa YaCTUHA FeHHUX MyTalliil (eHOTUIIOBO HE
MPOSIBIISIETHCS, OCKUIBKU OUTBIIICTD 1X PEECUBHI. byayun pelieCUBHUMHU, MyTaHTHI ajeli
MOXXYTh 3QJIMIIATUCS B TOMYJALIl YIOPOJOBXK Oararb0X TMOKOJIHb MPUXOBAHUMHU
(reTepo3uroTHe HOCIMCTBO), TMOKM iM HE BJAETHCA 3YCTPITUCA, TOOTO ONHWHUTHCS B
TOMO3UTOTHOMY CTaHi 1 mposiBUTHCS Yy (eHotumi. Yac BiJ yacy MOXYTb BUHUKATH 1
JIOMIHAHTHI MYTaHTHI ajiefi, sIKi BiApasy copaBisioTh (eHoturnoBuii edext. Bimoma
BEJIMKA KUIBKICTh CMAJAKOBUX T€HHUX MIHJIMBOCTEH y JMoauHu. OcoOauBuUil IHTEpEC SBIISE
,1 adbcOypcbka ryba”. [IpeactaBHuKH iMIiepaTopcbkoi auHAacTii ['abcOypriB Manu TOBCTY

(BUMHYTY) HWXHIO TyOy 1 BY3bKYy BHCTyNalO4y HIKHIO IIEJeNy, POT MpU I[bOMY
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3anumaBcst HamiBBigkpuTuM. [lepmum 3 miero anomaniero 0y Epuect Jlion (1377-1424).
[Tpotsirom 500 pokiB 111 03HAKa ycCIaaKoByBayiacs HarmaakamMu ['aGcOypriB i 3yMOBICHA
JIOMIHAHTHUM T€HOM.

3MiHM CTPYKTYypW T€Ha, SK MPaBWIO HECTIPHUSTIMBI, aX IO 3arube’i oprasimy.
['enH1 mMyTarii CIpUYMHIOIOTh T€HHI XBOPOOU, KIJIBKICTh SIKUX CTaHOBUTH OJu3bKo 3500-
4500. 11 xBopoOHU HA3UBAIOTh MOJICKYJIIPHUMU: (PEHITKETOHYPis, MYKOBICIIH103, XBOpOOa
Bome, nmanpTOHI3M, alKamTOHYpis, TimoTHpeo3 Ta iHmI. [HOAI TeHHI MyTamii €
HEUTpaJIbHUMH a00 BUSBIAIOTHCS KOPUCHUMH g BUAY. ['€HHI MyTalli 3yMOBIIOIOTh
MOSIBY HOBUX ajieiB (MHOXMHHUX ), 30UTBITYIOTh TeHOMOH ] MOMYJIAIii 1 MarOTh HEe abu-
SIK€ 3HAYEHHS JJIs1 €BOJTIOLII].

l'enogpono — CyKkymHICTh TeHIB ycix ocoOuH monyismii. [Ikigmuei reHH1
(peuecuBH1) MyTalli 30UIBIIYIOTh TE€HETUYHHUHA TATAp, HOCIIMU SIKOTO € TE€TEPO3UTOTH.
Kosxna mroanaa € gocieMm 10-12 martonoriuaux redis. Huni mrogctso mae noHax 200 muIH.
HOCIiB remorjo0OiHomartiii, 5% — TeHa MyKoBicIuao3y, 3% — TeHa NPHUPOHKEHOTO
rinotupeosy, 2% — OKYV.

Xpomocomui mymauii. 1le 3MiHN CTPYKTYpHU XpOMOCOM. XPOMOCOMHI MepeOy10BU
(abepariii) mOAUIAIOTHCS HA Bl TPYNH: BHYTPIIIHBO- 1 MI>KXPOMOCOMHI.

1) Buympiuinboxpomocomui nepedyoosu (abepauii):

a) Oeneyis — XpoMOCOMa BTpadae CBOIO yacTuHy. HopmanbHa JIijisiHKa XpOMOCOMHU
ABCDE FK; myrantna ABE FK (cuHIpOM KOTSUOTO KPUKY — JAEJellisi KOPOTKOTO Tuieya
5-1 xpoMocomm);

0) Jynuikayis — TIOABOEHHSI OKpPEeMHUX MUITHOK HopMainbHOT xpomocomu ABCDE
FK, myrantaa xpomocoma ABCDCDE FK;

B) ingepcia — pparMeHT XpoMocomu moBepTaeThest Ha 180°. HopmansHa xpomocoma
ABCDE FK, myrantHa ABDCE FK.

2) Mixcxpomocomui nepedyoosu (adepayii) — 3a nux nepeOyoB BIIOYBAETHCS
OOMIH JiJITHOK HETOMOJIOTIYHHUX XPOMOCOM:

a) mpauciokayis — OOMIH TE€HETUYHUM MaTepiajJoM MiXK HETrOMOJOTIYHUMHU

XpoMocoMamHu (TpaHCIOKaIlisg 3aiiBoi xpomocomu 21 Ha ofiHy 3 XpomocoM rpymnu D a6o G
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COpUYHUHSE TpaHcHoKamiiiHuii Tun cunapomy Jlayna). Tpancnokamii OyBaroTh
30aaHcoBaHl, SIKi He 30UIBIIYIOTh KUTBKICTh T€HIB Y XPOMOCOMI, Ta He30aIaHCOBaHI.

XPpOMOCOMHI MyTallii MOXYTh CIPUYUHIOBATA aHOMAJIli PO3BUTKY Ta XPOMOCOMHI
xBopoOu. Tak, BTpara (memneriis) HeBENMUKOi AUITHKKA 21-1 XpOMOCOMH B JIFOJWHH
CIPUYMHIOE TSDKKE 3aXBOPIOBAHHSA KPOB1 — TOCTPHUH JIEWKO3, BTpaTa KOPOTKOTO Tuieya S-i
napy MpU3BOJUTH 10 CUHAPOMY KOTSHOro Kpuky. [Ipu cuHapomi neserii JOBroro rsieda
18- mapum cmoctepiraroTbCcsi Mikporedatis, rmO0OKa po3yMOBa BIACTATICTh, aHOMAII
CTaTeBUX OpraHiB, aucmopdii oO0aWY4Ys, TIMOOKO TMOcaKeHi aedopMoBaHi ouli,
nedopMoBaHi BYIIHI paKOBHHHU, JOBT1 PYKH 3 KOHYCOIMOAIOHUMU MaNIbLISIMU, BaJu CEpLI,
HUPOK.

OpHuM 13 MEXaH13M1B BUHUKHEHHS MyTallli € HEpIBHUN KPOCUHTOBEP.

TI'enomnui mymauyiii BAHUKAIOTh BHACIIOK 3MIHU T€HOMY, 110 MPU3BOJUTH 10 3MIHU
KaploTHILY.

l'enom — CyKymHICTh T€HIB raruioigHoro Habopy xpomocom. Y 2001 poii renom
JTOAUHYU OYyIJI0 po3mu@poBaHo, TOOYIOBAHO KAPTH BCIX XPOMOCOM JIFOAWHU, CTAJIA BIIOMI
reHH 0aratboX CHajKOBUX XBOPOO JIOAMHU.

3MiHU KapiOTHUIly, KpaTHI a00 HEKpaTHI TaluioiTHOMY YHCIIy XpPOMOCOM, Ha3UBaIOTh
2CHOMHUMU Mymayiamu. BUHUKAIOTP BOHU BHACIIZIOK TOPYIICHHS PO3XOKCHHS
XPOMOCOM Yy TIpOlLIieci Meo3y abo MITO3y.

T'enomui mymauii nooinaromoca:

1)  noninnoiois — KpaTHE 301IBIICHHS KITBKOCTI XpOMOCOM reHOMY. XapaKTepHa
JUIsl pOCIIMH (OLIBIIICTh POCIUH, SIKI Tal0Th BUCOKI BpOXKai, € MOMIIuioifamMu). Y JIIOAUHU
MOIIJIOTAIS TPU3BOAUTH 10 CHOHTAHHUX BUKUIHIB 200 HOBOHAPO/KEHI TUHYTh Yy MEpILi
TOJIMHU YM 100U JKUTTS BHACIIIOK KOMILJIEKCY BaJl PO3BUTKY;

2) HYJlecomiss — BIJICYTHICTh OJHIET Mapyu TOMOJIOTIYHUX XPOMOCOM (3aBXKIU
JIeTaNbHI);

3)  eemeponnoidis (aneynnoidis) — HeKpaTHE 3MEHIICHHS (MOHOCOMIsI) KIJTbKOCTI
XPOMOCOM. Y Cl MOHOCOMIi JIETaJIbHI, KPIM Y KIHOK MOHOCOMIi 3a 23-10 Mapor0 XpOMOCOM

45, X0 (cunapom lllepemeBcbkoro-Tepuepa). Haituacrimi momicomii — Tpucomii (y mapi
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XpOMOCOM H€ [IBi, @ TpU FOMOJIOTiUHI XpoMocoMu) 47, XXX — tpucomii X y xiHOK; 47,
XX (+18) — Tpucomis 3a 18-10 maporo (curapom Ensapaca); 47, XY (+21) — tpucomis 3a
21-10 maporo XpomocoM crpuuuMHioe cuHapoMm Jlayna. Tpucomis — HalnmommpeHiia
npuurHa XxBopobu JlayHa.

Mymazenu — 11¢ YUHHUKY (DI3UYHOTO, XIMIYHOTO Ta 010JIOTIYHOTO MOXO/KEHHS, K1
CIIPUYMHIOIOTH MyTallli. MyTareHu NiJCHUIIOI0Th 1HTEHCUBHICTh MPUPOJHOI MyTalli B
AecsTkM 1 coTHI pasiB. CHiibHI BIACTHBOCTI MyTareHiB: 1) yHIBEpCaJbHICTb
(CIpUYMHIOIOTh, MyTallii B yCIX KHBHX Oprai3aMiB); 2) He CHOpsSMOBaHICTb mii; 3)
BIJICYTHICTb HUKHBOTO MTOPOTY MYTareHHOTO e(eKTy.

MinimansHa kuibkicte JIHK, 31aTHa 3MiHIOBATHUCH 1 MpU IIbOMY 3YMOBIIIOBATH
nepeOyZ0oBy O3HAKW, HA3UBAETbCA MymoHoMm. MyTOH BIJNOBiAae OAHIN mapi
koMmIieMeHTapHux HykiaeotuaiB JHK. bauzpko 90% MyTareHiB € KaHUEpOreHaMu
(31aTHI CIPUYMHIOBATH 3JI0SIKICHI IMyXJIMHU, CAPKOMY TOIIIO).

Dizuuni mymazenu. HalaKTUBHIIIUMU MyTareHaMU € 10HI13yl04e BUIIPOMIHIOBAHHS
(loHi3yroya pajianis) Ta yaeTpadionetoi npomeni (Y d-npomeHi).

[oHi3ytoue BUINPOMIHIOBaHHS — 1€ TaMMa-TIPOMEHI, PEHTTEHIBChKI IPOMEHI,
HEUTPOHH, MPOTOHHU, SIKI MAIOTh BUCOKY MPOHUKHICTh y TKAHWHHU 1 XapaKTEPU3YIOThCS
BHUCOKOIO O10JIOTIYHOI aKTHUBHICTIO, 3yMOBJIIOIOUM 30y KEHICTh Ta 10HI3AII0 TKaHWH, a
TaKOXX MPOSBISAIOTH CUIIbBHY MyTareHHy Jit0 Ha TKaHWHU. OCcOOIMBO YYTIMBUMU JI0 HEI €
niM(}OigHI 1 KPOBOTBOPHI TKAHWHHU, TOHAJU, IMyHHa CUCTEMA JIIOJAMHH Ta XPOMOCOMHU
ixuix sgep. Y wonekynax JHK mig BmmuBoM fii 10HI3YHOUOTO BHUIIPOMIHIOBAHHS
BUHUKAIOTh PO3PUBH, PI3HI XpOMOCOMHI mepeOyaoBu (abepailii), T€éHHI MyTalli, sKi
CYNPOBOXKYIOTHCS PI3HUMU 3MIHAMH CTPYKTYpH Ta (PYHKIIIT OpraHizmy.

SIckpaBUM TpUKITAIOM BIUIMBY 10HI3YIOUOi pajiailii Ha OpraHi3M € aBapis Ha
YAEC, a Takox Hacliku OomMOapayBaHHS aMEpPUKAHLSAMH JBOX SIMOHCBKHX MICT —
Xipocimu Ta Haracaki B 1945 porii.

MyTariii MOXyTh BUHUKHYTH BHACTIAOK A1l Oyab-sIKMX 7103 10HI3YIOUOI pajiari, i

yuM OUIbIIA J103a, TUM OLIbIIE YIIKOJKEHHS XPOMOCOMH, 1 TUM 4YacTillle BUHUKAIOTh 111
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VIIKOKeHHsI. BIiMB Manux 03 1 TPUBAIM Yac BIUIMBY Ha OPraHi3M MOCUJIIOIOTH PU3HK
BUHUKHEHHS MYTallii.

VYabTpadiosieToBl MpOMEH1 HE 3yMOBIIOIOTH 10H13allli, @ TPU3BOASTH A0 30YyIKEHHS
MOJIEKYJ 1 aTOMIB y TKaHWHAX, HI0 TaKOX MOXE CHpUYMHUTH MyTarii. HaiOinpi
MYyTareHHy aKTUBHICTh MatoTh Y D-TIpoMeHi XBujieto 3aBAoBXKU 260 HM, ockiibku JJHK
MOTJIMHAE caMe 1110 YacTUHY criekTpa Y ®. KopoTri 1 10BIII MPOMEH1 MEHIIT aKTUBHI.

Jlo (pi3udHMX MyTareHiB BITHOCATH TaK0X BHUCOKI Ta HU3BbKI TEMIEPATypy, BUCOKUH
Ta HU3bKUI aTMOC(HEPHUM THCK.

Ximiuni mymaeenu. 1le HalimommpeHima rpyna MyTareHiB, OB’ si3aHa 3 TOTAJILHOIO
,»XIMI3aIlI€I0” JKATTEBUX MpoleciB. XIMIYHUX MYyTareHiB HaJ3BU4aiiHO Oararto. ILle
PI3HOMaHITHI XIMIYHI PEUOBHHU, SIKI BUKOPUCTOBYIOTHCSI B IPOMUCIIOBOCTI (COJI BaXKKHUX
MeTaliB, GopMaIbACTiAN, PO3UMHHUKHN B MOOYTI, MpeaMeTH MoOyTOBOI XiMii, repOiluIu,
NECTULIUM, HITpAaTH Tollo). CHIBHUMU MyTareHaMH € ajJKoroJib, HIKOTHH, HapKOTHUKH,
CKJIaJIHUKH TIOTIOHOBOTO JIUMY.

Jisi XIMIYHMX MyTareHiB, Ha BIIMIHY BiJ (I3MYHHMX, OUIbLI TpHBaJa; MyTarlii
3’ABISIOTBCA HE BIpa3y, a yepe3 MEBHUM 4Yac; NMepeBaKHO 1HAYKYIOTh T€HHI MyTallil.
XIMIYHI MyTareHu 3/1aTHI BIUIMBATHU Ha CHAJKOBY OCHOBY SK MpsAMO, TakK 1
OTIOCEPEIKOBAHO.

Cynepmymazcenu — 1i¢ HaWCHJIBbHIII MyTareHd. BOHM CIIPUYMHIOIOTH OJMH 1 TOM
caMUil TUI MyTalliil (eTUJI€HaMIH, IEPOKCU BOJIHIO, IMPUT TOILIO).

bionociuni mymacenu. IcHye psan oprani3miB, sKi, MPOHHKAIOUYM B OpraHizm
JOJWHU, cTalTh kepenamu ypaxkeHHsa JIHK coro xassina. Ile Bipycu, Oakrepii,
HaWIpOCTIillll, TEIbMIHTUA. YCTAHOBJIEHO, IO B PSIAl BHUMNAAKIB JKMBI BakUWHU 3
MIPUTHIYEHOIO BIPYJICHTHICTIO 3/1aTHI 1HAYKYBaTH MyTailii. MyTareHHi BIacTUBOCTI MalOTh
TOKCUHU JESKUX OpraHi3miB, OCOOJMBO TIUIICHSBUX TpUOIB, HEMATOr€HHI BIPYCH,
aHTUO10TUKHU, TOPMOHHU (TTPUPOIHI 1 CHHTETHYHI).

Komymaeenu — ue pedyoBHMHHU, [KI HE 30aTHI OO MYTareHHOi Jii, ajne BOHHU
MOCUJIIOIOTh [IIF0 MYTareHHMX 4YWHHHKIB. KoMyTrarenum BBakaeThcsi Ko(eiH, sKHiA

BIUIMBA€E HAa CIOHTAHHUH Ta IHIYKTUBHUI MyTareHes.

67



Komyrarenny git0o MaioTh Jeski (apMmakosioriyHi 3aco0u  (mpoTu3amalibHi
mpenapartd, BepamaMmii  TOIO), TOKCHMHH TEJIbMIHTIB, JCSKI pPEYOBHUHHU, 5Kl
BUKOPUCTOBYIOTh Y XapuOBUX J00aBKaxX, KOCMETHIl, MUHHUX 3aco0ax Touo. HasBHICTh y
CEpEeIOBHILI KOMYTareHiB MOK€ MiJBUIIYBAaTH HEraTHBHI e€(eKTH (PI3UYHHUX, XIMIYHHUX,
JKApChKUX Ta IHIIUX MYyTareHiB, 3 SKUMU KOHTAKTY€E JIIOJIMHA.

Anmumymaeenu (Oucmymazeru) — pe4OBUHU, K1 3aXUINAIOTh T€HOM JIFOAUHU BiJ
Aiii MyTareHHUX YMHHUKIB, YMUM 3HIDKYIOTh 4acTOTy MyTauliid. BoHu HeWTpami3yroTh
MyTareH no voro peakiii 3 monekynow JIHK a6o ycyrarors ymkomxenns JIHK, mro
3YMOBJICHI MyTareHOM.

Bigomo mnonan 5000 crnonyk, y SKUX JIOBEI€HO AHTUMYTarceHHUN BILIUB.
HaiiGinpiry aHTUMyTareHHy Jil0 MaroTh [-kapoTuH, Bitaminu C, E, A, momideHonbHI
AHTUOKCHUJAHTH, SIK1 MICTSIThCS B 3€JICHOMY 4ai, IJII0TaMiH, CEpOTOHIH, pEe3€epIliH, FCTaMiH,
[JIIEepOoJI, IUCTUH, IUCTEIH Ta 1H. AHTUMYTareHH1 BJIACTUBOCTI MAlOTh CHUPH, COJIOJAKUMN
(6onrapcekuil) nepelb, NeTpyIIKa, OlUTOKaYaHHA KalycTa Ta 1HIII, a TAaKOX Jeskl Gi3nyHi
YUHHUKHA (AeHHe CBiTIIO). Jlo yHIBEpCAIbHMX AHTUMYTAarcHiB (OJAHAKOBO MPOTH il
pamiamii Ta XIMIYHHX MyTareHiB) HajeXaThb ITUCTEiH, ITUCTaMiH, CEPOTOHIH, MJEsKi
BITaMiHH, IHTEP(EPOH, CIIEPMIH Ta 1H.

6. Kom0inaTuBHA MiHauBicTh. ['eHeTHUHMI TATAp.

Komobinamuena minaugicms — HaWBaXIUBIIIE JDKEpEIo OE3MEKHOTO
BEJIMKOTO CIAJKOBOTO pPO3MAITTS, SKE CIOCTEPITacThCsl B JKUBUX OpraHizMax.
KoMOiHaTuBHOIO Ha3WBaIOTh MIHJIHMBICTh, SIKa 3aJICKUTh BiJ MEPEKOMOIHYBaHHS
aJielliB y TeHOTUNAaX HaIllaJKIB MOPIBHSHO 3 TEHOTUNAMHU OaThKIB, 110 MPU3BOIUTH 0
MOSIBU HOBUX O3HaK y jAited. KomOiHaTWBHA MIHJMBICTh CHpPUSE OUIBIIIN
MPUCTOCOBAHOCTI /10 MIHJIMBUX YMOB CEPEIOBHUINA, MiJIBUIIYE BWKUBAHHS BHIY.
BuHukae rnpu ctaTeBoMy pO3MHOKEHHI.

Mexanizmu 6UHUKHEHHS KOMOTHAMUBHOI MIHAUBOCMI

1.  Hesanexxde po3XOJDKEHHS KOXXHOI Mapu TOMOJIOTIYHHX XPOMOCOM TIiJ] Hac
Menosy I.
2.  He3zanexHe po3XOMKEHHS XpOMATH]I M1 9ac Meio3y II.
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3.  PexomOiHarii reHiB 3aBsKU KPOCHHTOBEPY, AKUH BiAOYBa€eThCs B Meio31 1.

4.  BumnaaxkoBe MO€IHAHHS TaMeT IiJ] Yac 3arlliIHEeHHS.

[Ipy npoMy caMi T'€HU HE 3MIHIOIOTHCS, aje T'€HOTUIH 1 (DEHOTHIM HAIAJKIB Y
KO)KHOMY TOKOJIHHI pi3Hi. OCKUIBKH BCI TaMETH TEHETUYHO YHIKAIbHI, TO ¥ 3UTOTH, SKi
YTBOPIOIOTHCA TPH 3aIUTiIHEHHI, OyAyTh TaKOXX T'€HETHYHO YHIKaJIbHI. TOMy 3 KOXHOT
T€HETUYHO YHIKAJIbHOI 3UTOTU PO3BUBAETHCA T€HETUYHO YHIKaJdbHA OCOOUCTICTh. Takum
YMHOM, KOMOIHATHBHA MIHJIMBICTh 3a0e3ledye YTBOPEHHs HOBUX KOMOIHalll TeHiB,
1HIMBIAYaJbHICTh Ta YHIKQJIBHICT, TeHOTHNIB (mrojei). Tomy B oaHIN ciM’1 BCl JITH
pI3HI.

KomMOiHaTiBHA MIHJIMBICThH CHpHUs€ OUIBIIIA MPUCTOCOBAHOCTI JO MIHJIMBHUX YMOB
CEpEeIOBUILIA, MiIBUIILY€ BUKUBAHHS BUY 1 MA€ aJJalTUBHE 3HAUECHHS.

I'enemuunuit mazap. BinoMo, 1m0 BeJlMKa KUIBKICTh XPOHIYHUX 3aXBOPIOBaHb
JIOAVHU € PE3yJbTaTOM MPOSIBY T€HETUYHOrO Tsirapa, pU3MK iX PO3BUTKY MOXKE OyTH
BU3HAYEHUH 3a/10BrO O HAPOKEHHS JUTHHU.

I'enemuynuti mseap — 1€ 4aCTUHA CHAJAKOBOI MIHJIMBOCTI MOMYJIALIL, IKa BU3HAYAE
HOSIBY OpraHi3MiB 31 3HWKEHHUMM HPUCTOCYBaJbHUMH oO3HakamMu. Il reHeTmyHuM
TATapeM MOy pO3yMIIOTh HAKOMMYEHHS MYTalliil y TeHOMI momyJinii (Jiroaei), aKi
MPU3BOISITH J0 MPOSIBIB Pi3HUX (DOPM CHAJAKOBOI MATOJIOTI].

['eneTnunumii TATap BKJIIOYAE, 3 OAHOTO OOKY, MATOJIOTIYHI T'€HHI MYTaIlii, siki Oyu
yCraJKoBaHl BiJ OaTbKiB 1 MpalaThbKiB, — cecpecayiiinuil mseap, SKIIO y XBOpobOax
MPOSIBJISIIOTHCS PELIECUBHI a00 HeNeTalbHI JOMIHAHTHI MYTallli reHiB. 3 1HIIOrO0 OOKY,
MEBHY YACTHHY I[bOTO TSrapsi CTAHOBJISATh HOBI F€HHI MyTallii (BHACIiIOK MyTareHHOIrO
BIUTMBY HAaBKOJIMIIHHOTO CEpefoBHINA). BOHM HE MNPOCHIAKOBYIOTHCS y BHUCXITHUX
MOKOJIIHHSX 1 CTAHOBJISITh MYMAYilHUL 2eHeMUYHUL mseap.

KoxxHa monrHa € HocieM ik MiHIMyM 10-12 npuxoBaHUX MyTailii, MKIJIUBUX AJIs
3nopoB’sa. B nimomy, A. Kuyzacon (1986) BcraHoBHB, M0 KOE(IIIEHT MOCTHATAIHHOTO
reHeTUYHOTro Tsrapsi cTaHoBUTH 0,2, ToOTO y 20% wiieHIB MOMyJsLii iICHy€ BIPOTIAHICTD

PO3BUTKY CITAIKOBHUX 3aXBOPIOBAHD.
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['eHeTnyHuii TArap CHOPUYMHIOE OE3IUIIIHICT, 1 CHOHTAHHI BHUKHAHI Ta
MEPTBOHAPO/HKECHHS, MPUPOKEHI BaJU PO3BUTKY, PO3YMOBY BiACTalicTh. BiH Bu3Hauae
PU3UK IeMOJIITUYHOT XBOPOOH HOBOHAPOHKEHUX, MPOSB HECYMICHOCTI MaTepi 1 Ij1o/1a 3a
HU3KOIO aHTUTEHIB.

Tuck aHTPONOTreHHMX YMHHHUKIB CEpPEJIOBMINA, 3MIHM B MIKPOCBITI OakTepiil 1
BIPYCIB 3YMOBIIOIOTh YIIKOJKEHHSI T€HOTUITHUX CTPYKTyp. HakomuueHHs ix B ymMoBax
3HIDKCHHSI i1 TPUPOTHOTO J000py, IO BIiAOYBAEThCS B TOETHAHHI TEHETUYHUMU
NEPETBOPEHHSAMH B TMOMYJSIISAX, CIPUYMHIOE 3HIDKEHHS aJallliiHUX MOXKIMBOCTEH,
npuckopioe crapinus, mangemii (CHIJl, aTtumoBy mMHEBMOHIIO TOIIO), MOPYIICHHS
BIITBOPEHHS MOMYJIALII. Yce 1€ 3yMOBIIOE OOIPYHTOBaHE XBUJIFOBAHHS, OCKIJIBKH, 3T1IHO
3 KOHLEIUIE TreHeTuyHoro Ttsraps [. Menepa, icCHye MOXIMBICTb HEOE3NEKH

BHUPO/KCHHA JIFOJWHU SIK BUOY.

Humannsa ona camoKkoHmponio:

1. MIHIUBICTh OPraHi3MiB, ii BUJH Ta 3HAUECHHS.

2. Ponb criankoBOCTI ¥ cepeoBuIla B MIHJIMBOCTI O3HAK Ta BUHUKHECHHI1
3aXBOPIOBAHb.

3. Mopaudikamiitna mianuBicTe. Hopma peakirii. deHokorii, MexaHi3M ix
BUHUKHEHHS.

4, ['eHOTHITHA MIHJIUBICTb, 1i (POPMHU Ta 3HAUEHHS.

5 Myrartii, sk €T10JOTIYHMN YMHHUK. Buau MyTartii.

6 MyrTartiitHa MIHJIUBICTb.

7. Myrarenes 1 penapauis JJHK. Myrarenu.

8 Kom0iHaTtvBHA MIHJIUBICTb.

9 ['eneTnunui TsTAp.

10. TI'enermuHa HeOe3meKka BHACIIIOK 3a0pyAHEHHSI HABKOJIHUIIIHBOTO
CEpeIOBHUIIA MyTareHaAMHU.

11.  Exomoriuni Ta Mmeauko-6iosoriuni Hacaiaku aBapii Ha YAEC. MyrtanTu.
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CIHAAKOBICTDB I ITATOJIOT'TA

CrnagkoBi XBOpoOH, IXHE BU3HAYCHHSI, TPUUMHU TMOSBH Ta KJIacH(ikallis.
MonoreHH1 (MOJIEKYJISIPH1) 3aXBOPIOBAHHS.

XpOMOCOMHI 3aXBOPIOBaHHS.

> w e

MynpsTudakropiaibHi 3aXBOPIOBaHHS (TIOJIT€HHI 3aXBOPIOBAHHS 31 CIIaJKOBOIO
CXHWJIBHICTIO).

5. I'enetnyni xBopoOM COMATHYHUX KIITHH (OHKOJIOTIYHI, HOBOYTBOPCHHS).
XBOpOOU T€HETUYHOT HECYMICHOCTI MaTepi Ta IIoja.

6. I'eneTnuHa I‘GTCpOFeHHiCTB CIIaAKOBHUX 3aXBOPIOBAHL. I'eHoxomii.

1. CnaakoBi XBOpoOH, iXHE BU3HAYEHHS, IPUYUHU NMOSIBY Ta Kjacudikamis.

HuHimHsS MenuuuHa IPYHTYETBCS Ha MOJEKYJSAPHO-OI10JOTIYHUX Ta T€HETUYHHX
3HaHHsIX. OTKe, KIIHIYHA TeHEeTUKAa HalyBae Jefani Oulblnoro 3HaueHHs. BoHa BuBYae
Oprafizaililo CHaJKOBUX CTPYKTYp JIOAWHH, iXHE (YHKIIOHYBaHHS B HOpMI H 3a
HAsBHOCTI TMAaTOJOrii, po3po0isie METOAW IarHOCTUKH, NPO(MUIAKTHKK ¢ JIKyBaHHS
CIa/IKOBOT MATOJIOT1], @ TAKOK BU3HAYAE MPOTHO3 I HAA/IKIB.

Jlo cnaakoBOi1 MaTOJIOTIT HajeXaTh T€HHI, a00 MOHOTE€HHI, XBOpPOOU — 3a JaHUMU
BOO3 ixHs yacToTa B MOMyJIsLli CTAHOBUTH 3%; XpPOMOCOMHI XBOpOOH, a00 CUHJIPOMHU —
1%; mpupoxeHi Baau po3BUTKY — 3%. [lo i€l rpynu Hanexarb 1 MyJabTH(hAKTOPIaIbHI
XBOpOOM — XBOpPOOW 3i CITAJKOBOIO CXUJIBHICTIO (BOHM CTaHOBIATH 92-93% ycix
XpOHIYHUX HEIH(PEKIIMHUX 3aXBOPIOBaHb). AHai3 3arajbHOi AUTSIY0I CMEPTHOCTI JITEH
BIKOM JI0 5 POKIB CBITUUTh, 1110 TE€HETUYHI MPUINHU CMEPTI CTaHOBIATH 48-60%, TOOTO 11€
KO’KHA JIpyTa IoMepJia AUTHHA.

CrankoBa matojioris Mae JAesiKi crhenu(iyHi XapaKTepUCTUKH, Cepell SIKUX Ha
NEPIINI TUTaH BUXOIAThH TaKi:

- CIMEWHHUIA XapaKTep 3aXBOPIOBAHHS;

- TIOBCIOJIHA TIOTIUPEHICTH;

- TSOKKUA XPOHIYHMM MpOrpajleHTHUN peleauBHUNA Tepedir 1 3allydeHHs [0

MATOJIOTIYHOTO MPOLIECY KUTBKOX CUCTEM OpPraHi3My;
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- CHaJKOBI XBOPOOW MOXYTh BHUSBIIATUCS CHEUU(PIYHUM CUMITOMOKOMIIJIEKCOM y
Oyab-IKOMY BIIll — YK€ MiJ Yac HAPOJKCHHS TUTHHH, B IOHAIBKOMY, 3pLIOMY 1
HaBITh B IOXUJIOMY;

- HEYITKO BHU3HAYCHHUU XapakTep yCMaakyBaHHS (KpIM MOHOTEHHUX) abo He

yCIIaKyBaHHS;

- BUP@KCHUH KIIHIYHUN Ta TCHETUYHUHN TOIIMOP(DI3M;

- TPUPOJKEHI BaJy 1 HE3HAYHI1 aHOMAIIi PO3BUTKY;

- 3aTpuMKa (I3UYHOr0, TICUXIYHOTO PO3BHUTKY, BHpPaX€Ha HEBPOJIOTIYHA

cUMITOMaTHKa (OUIBLIICTH XPOMOCOMHHX 1 MOHOTEHHHUX XBOPOO);

- MOpPYUIEHW CTAaTeBH PpO3BUTOK Ta PENPOAYKTHBHA (QYHKLIA (XpPOMOCOMHI

XBOPOOH);

- 3HWKCHHSI TPUBAJIOCTI KHUTTA ¥ 3pOCTaHHS CMEPTHOCTI XBOPHX;

- PE3UCTEHTHICTH JI0 HAUTOIIMPEHIIINX METO/IIB Teparii.

HaBeneni mNOKa3HMKM CBiAYaTh PO BEIMYE3HE COLIAJIbHE 3HAYEHHS PaHHBOI
JIarHOCTUKM CHAAKOBOI marojorii. TyT MaloTh 3HaUY€HHS HE JIMILIE NOIIMPEHHS XBOPOO,
YacTl BUIIAJIKK JIETAJLHOCTI CEpell XBOPUX, a W TpuBaja ixXHS TrocmiTamszalis, a B
MOJANBIIOMY — IHBAJIIJHICTh 1 colliaibHa aucagantaiis. Tpeba ckazaTd Npo BUCOKY
BapTICTh AIarHOCTUKU M JIIKYBaHHS TaKWX 3aXBOpPIOBaHb. KpiM TOrO, B MOMYJISIIIT JFOAUHU
CIIOCTEPITAEThCS TEHACHITIS 10 301IbIIICHHS] TEHETUYHOTO TATapA.

VY cBiti HamuyeThesi moHaa 200 MITH. reTepOo3UroTHUX HOCIIB reMOIIo0i1HOMATIHI,
5% HociiB reHa mykoBiciuao3y; 10 30% HOCIIB TeHiB MPUPOHKEHOTO TIMOTHUPEO3Y 1
XBOPOO XPOMOCOMHOI HeCTab1IbHOCTI; 2% HOCIIB Ie€HIB apeHOreHITAIbHOIO CUHIAPOMY 1
(denunkeTonypii. MuMoBUIbHI BUKHIHI Y 70% BHUMaakiB BiOYBAaIOThCS B paHHI TEPMIHU
BariTHOCTI, 35% — y Mi3HiMI TepMiHu, 6% MEePTBOHAPOIHKEHUX 3YMOBJICHUX T€HETUIYHUMU
npuYrHaMU. 3aru0esuiio 3apojaka 3akiHuytoTbest 60-70% 3a4aTh.

Koxna penoTnnoBo 310poBa JroarHa — HOCIH SIK MiHIMYM 8-12 MyTaHTHUX T'€HIB,
0 € TSOKKMM TeHeTHUYHHM TarapeM. J[ins Toro, mo0 JuUTHHA HapOIMIach 370POBOIO,
noTpiOHO, 100 BOHA OTpUMaia BiJl MaTepi 30pOBY (HE3MIHEHY) CMAaJKOBICTh ('€HM) Ta

PO3BHUTOK I_[i€'1. JUTHHHA BiI[6YBaBC$I B OIITUMAJIBHUX YMOBAX HABKOJIMIIHBOT'O CCPCIOBHIIIA.
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SIKmo cnaskoBicTh 3MiHEHA ab0 HeOe3neuyHe HABKOJMIITHE CEPEIOBHILE, TO BiIOYBAETHCS
PO3BUTOK XBOPOOHU.

VYc¢i BiioMi B CBITI 3aXBOPIOBAHHS MOISIOTHCS Ha!

1) HaOyTi, 3yMOBJICHI YMHHUKAMU HaBKOJIMIIHHOTO CEpENOBHINA (YMHHUKU
PHU3HUKY): TPaBMHM, OITIKH, BIAMOPOXKEHHS, 1H(QEKIIIHHI XBOpPOOU; XBOPOOH
BiJl TOKCHYHHUX PEUYOBUH Ta OHKOJIOTIYHI;

2) CHAJKOBI, CHPUYMHEH] TMATOJIOTIYHOIO CIIaIKOBICTIO, OJEP’KAHOIO BiJ
OatpkiB  (MyTamii): remodulis, TOJAAKTWIISA, XBopoba  JlayHa,
(beHIIKeTOHYpis TOIIO;

3) MyJIbTU(AKTOPIAJIbHI 3aXBOPIOBAHHS 31 CHAJAKOBOIO CXUJIBHICTIO, Y T€HE31
SAKUX TIOEHYETHCSI B3A€EMOJIIA CHAJKOBUX 1 YHHHHUKIB CEpelIOBHUIIA:
LyKpPOBHM [11a0eT, OpoHxXlalbHA acTMa, pPi3HI TUOM ajeprii, BUpa3KoBa
XBOp00a MUTYHKA 1 JBAHAAISTUIAIOT KAIITKA TOIIIO.

Cnaokosumu Ha3uearwmMsv Xe0poodu, €TI0JOTTYHUMUA YUHHUKAMU SIKUX € MyTallii, 10
MOPYIIYIOTh KUTTEBO BAXKJIMBI (YHKIII OpraHi3My 1 CHPUYUHSIOTH 3aXBOPIOBAHHS.
CriazikoBi XBOpoOM BUHUKAIOTh BHACIIIOK 3MIH CHAJKOBOTO amapary KIITHHU (MyTarliil),
SIKI BUKJIUKAIOTHCS MPOMEHEBOIO a00 TEIJIOBOIO €HEPri€ro, XIMIYHUMU PEYOBHHAMH Ta
OiosmoriunuMu  Qaktopamu (BIpyCH, MITPYIOYl €JEMEHTH, >XUBl BAaKIMHU, TOKCHUHU
reJIbMIHTH Ta 1H.). 7 crmagkoBUX XBOpOO MATOJIOTIYHA i MyTallii SIK €Ti0JOT14HOTO
YUHHUKA HE 3aJIeKUTh Bij cepenoBuina. OCTaHHE MOXKE TUIBKU 3MIHIOBaTH BUPAXKEHICTh
CUMIOTOMIB XBOpoOHW. Jlo 1i€i rpymu BITHOCSATHCS BCl XPOMOCOMHI 1 TE€HHI XBOPOOH
(xBopoOa /layna, remodumisi, (HEHUIKETOHYpIS TOIIO), SIKI MOXYTb HPOSIBISTHCS B Oy/b-
SAKOMY BILIL.

VY 3B’s3Ky 31 CKJIQJIHOIO TIPUPOJIOI0 € JEKUJIbKa BapiaHTIB KiIacu(piKailii CragIKkoBHX
XBOpOO 3 TN€HETMYHOI Ta KIIHIYHOI TOYOK 30py. [IpsimMe BigHOIIEHHS 10 Kiacudikaiii
CHAJKOBUX XBOPOO Ma€ TEPMIHOJOTIS, SIKAa BUKOPHCTOBYETHCS B MEIWYHIN JiTEpaTypi.
Crnig mam’siTaTd, 1O CHAJKOBI 3aXBOPIOBAHHS BUSABIISIIOTHCS B PI3HOMY BiIli: Tij dac
HapoUKEHHS (BOBYA Malla, CINnoTa, MOJIJaKkTullisa, xBopoba [layHa); B IuTa4OMy BILll —

10-12 pokiB (arakcia @peitapixa, mionatis J[romeHa, MyKoBiCIIHI03); B 3pilioMy Bitli — 20-
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30 pokiB (Mo30ukoBa Takcisg) 1 micas 30 pokiB (xopes ['€HTIHITOHA); B MOXWJIOMY BIIl
(xBopoOa AmbIrreitmepa).

TepMmin “cnaodxosi xéopoou’ HeaneKBaTHUM TEPMIHY ‘‘6podaiceni xeopoou”. Ilin
BPOJDKEHUMH XBOpOOaMU, abo npupoodrceHumu, po3yMitOTh TaKi CTaHH, SIKI ICHYIOTh YXKe
IpU HApODKEH1 TUTHUHHU. BpokeHi XBOpoOU MOXKYTh OyTH OOYMOBJIEHI CHAJKOBUMHU Ta
HECIaJIKOBUMH (akTopamMu (BHACTIOK MOpYIIEHHsS eMOpioreHesy). Jlo ocTaHHIX
BIJTHOCSITbCSI BCl BPOJDKECHI Baju, SKI BHHHUKIM B PE3yJbTaTi TEPATOr€HHOTO BILIUBY
30BHINIHIX ()aKTOPiB, BpoKeH1 iHPekIil (cudiiic, KpacHyXa 1 1H.) Ta 1HOJII € TEHOKOIISIMHU
CIaJKOBUX BaJ PO3BUTKY. B TO# e 94ac He BCl CIagKkoBi XBOpoOU € BpOKEHUMH (01715
50%) 1 BHABISIOTBCA BIApa3y MICAsS HapomkeHHA. Jlyke OaraTto 3axBOpPIOBaHb
BUSIBJISIFOTHCS B OJIBIII ITI3HHOMY BiITl.

TepMmin “cimetini x6opoou’ TakoX HE € CHHOHIMOM TEPMIHY “‘CIaJKOB1 XBOpOOHU.
CimeitHi xBOpoOHM, ab0 pOAWHHI, MOXYTb OYTH CIAJIKOBUMH 1 HECHAJKOBUMHU.
3aXBOPIOBAHHS 3YCTPIUAEThCA CEpeJl WICHIB OJHIET POJIWHU, TaKe K TMOHATTA POJUHA
BKJIIOYA€E POJIUYIB BIJ ABOX JI0 JCKUIBKOX IMOKOJIHb. XBOpoOa Moxke OyTH 0OyMOBJICHA
BIUTUBOM OJIHAKOBOTO IIKIJIMBOTO (pakTopa, SAKUN Jl€ B POJUHI: HEMpaBUIbHE
XapyyBaHHs, MOTaHE OCBITJICHHS, CUPICTh B KBapTHUpl, OJHA 1 Ta X IWIKIAJIKMBA mpodecis
(maxTepu, TKayi), OJHAKOBI 3BWYKHM TOm[O. CHamkoBi XBOpOOM YCHAJAKOBYIOTHCS 3a
PI3HUMH TUITAMH.

HuHi icHye Tpu T kiaacudikamii crnagkoBUX XBOpoO:

1. T'enernuna knacudikaiis — BpaxoBye Tunu ycnaakyBanus (All-, AP-, X]I-, XP- i

Y -3uerieHi XBopoomu).

2. Kniniyaa xnacudikamiss — BpaxoBye, sSKHH OpraH a0o cHCTeMa VIIKOKEHI.

(cmaakoBi XBOpOOH OMOPHO-PYXOBOTO amapary, XBOpoOU KpOBI Ta 1H.).

3. Ilarorenetnuna kiacu@ikaiis — BpaxoOBYE TOJOBHY NATOT€HETUYHY JIAHKY

(dbepMeHTOIaTIi, KOMOIHOBaHI CTaHM).

I'enemuuna knacughikauia cnaoxkosux xeopoo. B OCHOBY T€HETUYHO1
Kkiacudikaiii CrnajgkoBUX XBOpPOO TMOKJIAICHUM €TIONOTIYHUM NPUHIMI, a caMe THI

MyTaIli# 1 XapaKkTep B3aEMO/IIT 13 CEpEIOBUIIIEM.
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Bcro cniagkoBy MaTosiorito MOXKHa pO3AUIATH Ha 5 TPyII:
1) MoHOTreHHi, a00 MOJICKYJIIPHi, XBOPOOH;
2) XpOMOCOMHI XBOpOOH;
3) moutireHHi, a0o0 MyJIbTH(AKTOPiaIbHI (XBOPOOH 31 CIAJIKOBOIO CXHIIBHICTIO);
4) reHeTHYHI XBOPOOU COMATUYHMX KIITHH (OHKOJIOTIYHI, HOBOYTBOPEHH);
5) xBOpoOM reHeTHYHOI HECYMICHOCTI MaTepi Ta IJI0Ja 3a aHTUI€HAMHU.

Kniniuna knacugixayia cnadkosux xeopoo.

Kminiyga kimacudikaiis CHagkoBUX XBOpPOO HIYMM HE BIJAPI3HIETBCA  BIJ
kiacudikaiii HecragKoBUX XBOpOO 3a OpraHHUM, CUCTEMHUM MPUHIIUIIOM ab0 3a THUIIOM
OOMIHY pEYOBHH, TOMY Jyk€ YMOBHA. OCKIJIbKH CHaJKOBI XBOpPOOM IO€IHAHI 3a
€TIOJIOTIYHUM TPHUHIMIOM (MyTarllii), OCHOBY iX Kiacudikaiii CKiajae mepir 3a Bce
CUCTEMHUN Ta OpPraHHWM NPHUHIMUI: HEPBOBI, HEPBOBO-M S30Bl1, IICHUXI4HI, XBOpPOOHU
OTIOPHO-PYXOBOI'O arapara, IIKIpH, 3yOOIleNIeImHOI CHCTeMH, KPOBi Ta 1H. 3BICHO, TaKHM
miaxin —HeoaHo3HauHud. Hanpuxman, HeipodiOpomaTto3 (AOMIHAHTHA  MyTallis)
3yCTpIYa€eThCsl 1 B HEHUPOXIPYPriuHMX KiiHiKax (y OUIBLIOCTI PO3BUBAIOTHCS MYyXJIWHU
MO3KY), 1 B IEpMATOJIOTTYHUX KITIHIKAaX, OCKUIBKH y TAKMX XBOPUX CIOYATKY 3’ SIBIISIOTHCS
CBITJIO-KOPUYHEBI BEJIMKI TUISIMU Ta HEMpOo(p10pOMATO3HI BY3JIMKH Ha ILIKIpi, Ta B KIIHIKAX
HEPBOBUX 3aXBOPIOBaHb Yy 3B’s3KYy 3 MHOOKMMH HelpodiOpomamu. XBOpi 3 XOpeero
'enTiHrToHa €  mamieHTaMd 1 HeBpomarojora, 1  Iichxiatpa, XBopl 3
renaToOBEHTPUKYJISIPHOIO JIETEHEpalliel0 — TeparneBTa 1 HeBpomnaToJiora. IcHye HebaraTto
CHAJKOBUX XBOPOO, MPH SKUX BHUOIPKOBO Ypa)Ka€ThCsl OJHA CUCTEMa. BuIbIIicTh T€HHUX
MyTalii, TUM OUIbIIE XPOMOCOMHI Ta TE€HOMHI, BHUKJIMKAIOTh TE€HEpaIi30BaHe
MOIIKO/)KEHHA Oyllb-IKO1 TKaHWHUW (HANPUKIAZ, XBOPOOM CHOJIYYHOI TKAHMHH) abo
OXOIUTIOIOTH JeKUIbKa opraniB. Came ToMy 0arato CHajKOBUX XBOPOO MPOSIBISIOTHCS Y
BUIJISIAI CUHAPOMIB a00 KOMIUIEKCY MAaTaJOTIYHUX O3HAK, Ha TNEpIIMHA MOIJsAl He
MOB’SI3aHUX MIXK COOOI0.

Krnacudikariis cnaakoBux XBOpoO, TOB’s3aHA 3 TOPYIICHHSIM OOMIHY pPEUOBHH,
MpOBEJICHA 3a THUIIOM IIOIIKO/KEHHsI MEPBUHHOTO JKepena oOMiHy. Taka OloximiuHa

kinacudikariss HiIOU 00’ €Hy€E TEHETHYHUM 1 (Pi31070TIYHUHN (KITIHIYHUN) Maxig. 3a TaKuM
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MPUHIIMIIOM PO3PI3HAIOTH CMaIKOBI XBOPOOU 0OMIHY BYTJIEBO/IIB, BITAMiHIB, aMIHOKUCJIOT,

JOiAIB, MyPHHIB 1 MIPUMIANHIB, 010CMHTE3Y TOPMOHIB Ta 1HIIIL.

2. MoHoreHHi (MoJIeKyJIsIpHi) 3aXBOPIOBaHHSI.

['eHeTHYHE MOPYIUICHHS IIMX 3aXBOPIOBAaHb MOB’SI3aHE 3 MYTALI€I0 B OJUHUYHOMY

JIOKYCl XpOMOCOMHM (MyTarlisi OJHOTO T'eHa). MoJIeKYJISIpHI XBOpOOH MOIISIOTECS HAa TPU

Ipynu BIAMOBIHO TUIIAM YCIIAJKyBaHHS:

1) ayrocomHo-nomiHaHTHI (AJD);

2) ayrocoMHO-periecuBHi (AP);

3) 3ueruieHi 3i cTaTTiO: X-34eruieHi qominanTHi (X/1), X-3uerieni penecusHi (XP), Y-

34erUieH] (ToMaHPUYHI).

3a xnacughikayicro BOO3, HalmomupeHinn  CHajkoBI XBOpoOM TOB’si3aHl 3

MOpYLIEHHSM OOMIHY PEHYOBHH, MOAUIIOTH Ha 11 rpym:

1.

3axBOpIOBaHHS, TOB’A3aHl 3  MOPYIIEHHAM OOMIHY  aMiHOKHUCIIOT:
(beHITKeTOHYpis, AIKANTOHYPIs, aJib01HI3M, XBOPO0a, 3a SKOI ceda Mae 3amax
KJIEHOBOT'O CHPOITY, TOIIO.

3axBOpIOBaHHS, TMOB’SA3aHlI 3 TMOPYUIEHHSM BYIJIEBOJHEBOIO OOMIHY:
rajakto3emis, PpykTo3eMisi, IIIKOT€HO3H TOLIO.

3axBOpIOBaHHS, TMOB’S3aHI 3 TMOPYHIEHHSM OOMIHY JIMiAiB: XBOpoOa
Himanna-Ilika, xBopo6a ['omie, amoBputHuHa 1710Tisl, JeHKOIUCTPODis
TOIIIO.

[TopymieHHs: MiHepaJbHOTO OOMIHY: TMoAarpa, MapoKCU3MaIbHUN POJAMHHHIMA
napasniy.

[TopymenHst OutipyOIHOBOrO Ta MIrMEHTHOrO OOMIiHY: TinepOuTipyOiHeMis
(cunapom  Kpirnepa-Hasipa), KoHCTUTyLiHA TIeYiHKOBa  AUCHYHKIIIS
(cungpom KinnOepa-MelneHrpaxra), XpoHIYHA 11IOMIOTUYHA >KOBTSHULIS
(cunapom  JlyOiHa-J/[>KoHCOHA), XpOHIYHA POJWHHA  HETEMOJITUYHA
XKOBTSHUIL ( cuHapoM PoTopa), mopdipii Toro.

CnankoBi XBOpOOW EHAOKPUHHOI CHCTEMU: aAPEHOTCHITAIBHUN CHHAPOM,

rinoTupeos, IykpoBuii niader, cuaapom Jlopenca-Myna-bapne-binns.
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7. CmagkoBO 3yMOBJIEHI CHHIPOMH HEIOCTATHHOTO BCMOKTYBAaHHS PEYOBHUH Y
KHIIKaX: MYKOBICIIHJI03, IIeJiaKisl TOIIO.

8. CmamkoBi  XBOpoOM  CHOJIydHOI — TKaHWHU:  cuUHApoM  Mapdana,
MYKOTOJIICaxapu 1031, raproiiai3M TOLIO.

9. AHomautii, MoB’si3aHi 3 TOPYIIEHHSIM 0OMIHY METaJiB.

10.3axBoproBaHHs, $IKI XapakTepU3yIOTbCS Je(EeKTOM TpaHCHOPTY pPI3HUX
PEUOBUH.

11.3axBoproBaHHs, COPUYMHEH] aHOMalisiMu OyAoBM Ta (yHKIIT (EepMEeHTIB 1
OLJIKIB IJIA3MH.

Aymocomno-peyecusni xeopoou. Halinomupeniiia 1 HailO1IbI1 BUBUEHA TPyNa 1UX
3aXBOPIOBAaHb — 1€ eH3umonamii (gpepmenmonamii), TOOTO OPYIICHHS CTPYKTYpH OLIKIB-
dbepMeHTIB, K1 OepyTh y4acTb B OOMiH1 pI3HUX PEUYOBHUH. Y pa3l €eH3UMOMNATIi B OpraHizmi
HasiBHUM Je(IIUT KIHIIEBOTO MPOAYKTY OOMIHY BHACHIJIOK HAKOIMMYEHHS MPOMIKHHUX
pedyoBUH. BoHU MOXyYTh OyTH HaOyTUMHU, SIKI BUHUKAIOTh YHACIIJIOK TOCTPUX 1 XPOHIYHUX
3aXBOPIOBaHb, T4 CHAJKOBMMH, 10 BHHUKAIOTh Ye€pe3 MyTalli T'€HIB 1 MPU3BOIATH 0
nedekTy TUX 4u 1HIMX (EepMEHTIB (3aJeKHO BiJ TOTO, SIKa MYyTallisl 1 SIKOTO TeHa
BUHUKIA). BHachmigok 1mporo (pepMeHtT abo 3MIHIOE CBOIO CTPYKTYPY 1 (hyHKIIIOHAJbHI
BJIACTUBOCTI, a00 30BCIM HE YTBOPIOETHCS, IO ¥ MPU3BOJAUTH IO TMOPYIICHHS OOMIHY
pedyoBuH. barato depmeHTONaTIii 3aKIHYY€THCS JIETATHHO a00 TSKKOI PO3yMOBOIO 1
G13UYHOIO 1HBATIAU3AIIIEIO, IO TIOB’SI3aHO, HAacaMIiepel, 3 TPYAHOIIaMU B JIIarHOCTHUII 1
HEJOCKOHAJIUMU METOJaMu MPOMUIAKTHKY 1 JIIKyBaHHS.

Cepen xBOp0O, MOB’s3aHUX 3 MOPYLIEHHSM OOMIHY PEYOBHUH, HAWOLIBIIY TpyMHy
CTaHOBIISITH X80POOU AMIHOKUCIOMHO20 0OMiHy. Maiike BCl BOHU yCIIaTKOBYIOThCS 3a AP-
tunoM. Lle Taki nmopymieHHs: MeTabo0II3My aMIHOKHCIIOT: (peHunananiny ((heHIKeTOHypis),
TUPO3UHY (TUPO3UHEMIs, aNbKANTOHYpis), METIOHIHY (TOMOIMCTUHYPIS), LUCTHHY
(muctunypis), Tpuntodany (xBopoba XapTHyma, TpuntodaHeMis Ta 1H.), JEHIIUHY
(xBOopoOa KJIEHOBOTO CHPOIY), TICTUAUHY (TICTUAUHYPIS) Ta 1HIIMX aMiHOKUCIOT. KitiHika

aHoMaJliii OOMiHY aMIHOKHUCJIOT PI3HOMaHITHA, ajieé Ma€ CIUIbHI PUCH:

78



- Y HOBOHAPOKEHUX 3JOPOBHUI BUIJISI, ajieé paHHI O3HAKU MPOSIBISIOTHCS B MEPIIi
TOJIMHY Ta MEPII JHI MiCs HApOIKEHHS;

- CUJIbHE OJIFOBaHHS;

- Maibke BCl BOHM YCHAJKOBYIOThCcS 3a AP-tumom, TomMy XBOpa IUTHHA
HAPOJKYETHCA Y (DEHOTHUITHO 37J0POBHUX 0aThKIB, SIK1 € HOCISIMH T'€HIB;

- JIITH BIJICTAIOTh Y ICHXOMOTOPHOMY PO3BHTKY;

- y OUTBIIIOCTI XBOPUX CIIOCTEPITAETHCS TeIIaTOMETaTis;

- HEe3BUYAMHUH 3amax 1mory, ceyi.

Jlo 3axBoproBaHb OOMiIHY pEYOBMH HaJIe)XaTh XBOPOOM TMOPYIICHHS: OOMIHY
gyenesoonie (rajakrosemis, GPyKTo3eMis, TJIIKOTCHO3H, JUCaXapo3Hi eHTepoIarii, XBopoda
Tes-Cakca); ob6bminy ninidie (rinmepiionporeinemii, cdiHromimimo3u, xBopoda [ ore);
Hykneinosux kuciom (cunapoM Jlema-HasHa); oOminy minepanvHux peuvosun (XBOpoOa
Binscona-KonoBanoBa); oominy eimaminie (BitamiH-D-pesucrenTHnii rimodocharemiunuit
paxiT, MerajoOJlacTU4Ha aHeMisl), O0OMiHYy 20pMOHi6é (TIMOTHPEO3, aJPEHOTCHITAIBHUN
CUHJIpOM, XBOpoOa AJITICOHa, CHHAPOM TECTUKYIISIPHOI (PeMiHi3allii, IlyKpOBHii qialdeT).

I'enni xe60poou eénacniook nepeunnoi niaeiomponii. 111eHO0TpONIHUM HA3UBAIOTH
T'€H, 1[0 3YMOBIIIOE TIPOSIB PI3HUX €(PEKTIB, 0 HE MOXKYTh OYTH OJHO3HAYHO BUKJIUKAHI
nepBuHHO. OCHOBY TUICHOTPOITIi CKJIAIal0Th HE MHOKHHHI HE3aJIeKHI MEPBUHHI JAePEKTU
reHa, a MePBUHHUM J1e(PEeKT XIMIYHOI MPUPOIH, TKUM XapaKTepU3YEThCS PI3HOMAaHITHUMHU
MPOSIBAMU 3 KOPEJAIIE iX 4acToT y momyJsuii. JloBeaeHo, 1mo OUIBIIICTIO aHOMAaJIbHI
TeHU TUICHOTPOIii MEePBUHHI, T€HHI MPOJYKTH BUKOHYIOTH BAXKIUBY POJb Y PO3BUTKY
MOPYILIEHb PI3HUX (PYHKIIN TPH BIANOBIAHUX 3aXBOPIOBAHHSX.

JliarHOCTUYHE 3HA4YeHHS IJIEHOTpOMii MOojsra€e B TOMY, IO MPOSIB OJHOTO 13
CUMIITOMIB TE€HHOI XBOpPOOW BKa3ye€ Ha BHUCOKY WMOBIPHICTh NMPUXOBAHUX MATOJOTTYHUX
3pylieHb. Tak, KOpUYHEB] MIrMEHTHI TJISIMU HABKOJIO POTa 1 B CIIM30B1MA 00OJIOHIII TYO IIpH
cunapomi [lelitna-Erepca garoTh 3Mory CTBepIKyBaTH, IO 1€ KHUIIKOBa KpOBOTEYa
3yMOBJICHA TOJIMaMHU, SKI 3piJika 3a3HAIOTh 3JI0SKICHOTO TepeporkeHHs. | HaBmakw,
MHOXXHHHI OCTEOMH, JEPMOIAHI KICTH 1 JINOMHM BKa3ylOTh Ha MOJINO3 MPU CUHAPOMI

l"apanepa, sskuii 4acTO NEPEPOIKYETHCS B PAK.
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Cnaokoei xeopoou 3 HeGUABIEHUM HEPEUHHUM OioxXimiunum Oeghexkmom. J1o 1i€i
IPyNU HAJEKUTHh OUIBIIICTP MOHOTEHHUX CHAJKOBHX XBOPOO: MYKOBICHIHIO3, M SI30Bi
muctpodii (Miomnarii), aXOHAPOILIA3is Ta 1H.

Mykogicyudo3 3yCTpIUaEThCS B JIIOJIEH OUTOI pacH, OJHAKOBO YPaKarOThCS OOHIIBI
CTaTl 3 HEBEJIUKOIO MEePEBarol0 XJOM4uKiB. YacTo BCTaHOBIIOETHCS KPOBHE CHOPIAHEHHS
MK poauyamMu. YCHaJKOBYETHCS 3a ayTOCOMHO-PELECMBHUM TUTIOM. Kiacugixayisa:
3mimana ¢opma (ypakeHHS JUXajbHOI 1 TPaBHOI CHUCTEM); JiereHeBa (hopMma; KHUIIKOBA
dbopma; miediHKkoBa Gopma 3 SABUILAMH IUPO3Y, MOPTAIBHOI TINEpTEeH31i, aCIIUTy, KPOBOTCUCHO
3 IIUTyHKA 1 CTPaBOXO/IY; €IEKTPoJIiTHA (hopMa 6e3 pecripaToOpHUX 1 KAIITKOBUX MMOPYIICHb, 31
CaOKUM 3allydyeHHSIM MIANLTYHKOBOI 3aj03W. Y Teplll THXXHI ab0 MICsSIl OCHOBHUM
CUMIITOMOM € Kalllejb, [0 HE MIJUIA€ThCs JIIKYBAHHIO, alleTUT JOOpUi MpHU MOraHOMY
¢izuaHoMy po3BUTKY. [TomupatoTs Ha 2-3-My MiCSIIl )KUTTSL.

Aymocomno-oominanmni  xeopoou. lle xBopoOH, $KI BHUHHKAIOTb BHACHIIOK
JOMIHAHTHUX MyTaliil B ayrocomax. OnuH 13 0aThKIB XBOPOI JUTHUHH, SIK MPABUIIO, TAKOXK
XBOpHiL. XBOp00Oa TPAIISIETHCS B KOXKHOMY MOKOJIIHHI. [1aToNoriunmii TeH nposiBIsSIETHCS SIK B
TOMO3UTOTHOMY (AA), Tak 1 TeTepo3UroTHOMY (Aa) cTaHi. Y TOMO3WUIOT Mepedir XBopoo
TSOKYU.

Cnaokogi 3axeoprosants M 8308020 i Hep8o6o-M a306020 anapamy. llporpecyroui
M’s130B1 quctpodii, abo Miomarii, 3’ ABISIOTHCS Yepe3 TEHETUYHI TIOPYIICHHS] CAMHUX M SI31B.
OnHe 3 HAMMOBIPHIIIMX TOSICHEHB II€l aHOMali — TEOpPisl TE€HETUYHOTO YIIKOJKEHHS
MeMOpaH M’S30BUX KIITHH, YHACHIZIOK YOTO KINTHHH HE YTPUMYIOTH Y LUTOILIA3MI
(epMEHTIB Ta aMIHOKUCIIOT, HEOOX1THUX /7151 CMHTE3Y Ouka (y MiodiOpuiiax). 3a HasBHOCTI
TaKOT'0 3aXBOPIOBAHHS M SI3U MOCTYMOBO aTpO(yIOThCA, Y HUX 3HUKAIOTh pedIiekcii.

Po3pizHstoTh Jekiabka KIHIYHUX (DOpM CIAJKOBUX M SI30BUX XBOPOO: Ta30BO-
rieyoBa (toHanpka), Epb6a-Pora (3’sBnsierbest y Bimi 10-12 pokiB), niceBaorinepTpodiyHa
Mmionaris [romena (3’sBisieTbes y Bimi 4-6 POKiB, TINEPTPODYIOTHCS JIMTKOBI M’S3H,
YCTIaJKOBYIOTECSI 34YEIIEHO 3 X-XpoMocomoro). OKpiM TOro, 10 HEKJIIHIYHHUX XBOPOO
BIJHOCATHCS: MIOTOHISI ToMcOHa (MOpYIIEHHS pyXIB; XapaKTEPU3YEThCS YTPYAHEHUM

po3ciabyieHHsIM  M’S31B TICHIA  1X CKOPOYEHHsS BHACHIJIOK TOPYIIEHHS CHUHTE3Y
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aleTUIIXOJIHY), MioTOHIg OrneifHreiiMa (roctpa rinoToHiss M’si3iB 6e3 atpodii), miacTeHis
(HepBOBO-M’SI30BE 3aXBOPIOBAHHS; XapaKTEPU3YETHCS M’ S30BOIO CITAOKICTIO 1 T1IBUIIICHOIO
CTOMJIIOBaHICTIO. [0 chaakoBO-IereHepaTUBHUX 3aXBOPIOBaHb HEPBOBOI  CHUCTEMH
BIZTHOCSIThCA Taki XBOpOOH: xopes [ eHTIHITOHa, MO30YKOBAa aTaKCisl TOIIIO.

Cnaokoei 3axe0pio6anHsa ONOPHO-PYX06020 ANAPAMY:

- nonioakmuiis — CTYMHb BUPAKEHOCTI O3HAKU MOYKE BapilOBATH: IIICTh IMAJIbIIIB
MOJKe OyTH Ha BCIX KIHITIBKaX a00 TLTBKH Ha OJIHIH, HA IBOX, HA TPHOX;

- XOHOpoOucmpo@hisi (axoHOpONIACMUYHA KAPIUKOBICMb) — TIOPYHIEHHS POCTY
emidizapHUX XPSAIIB TPyOUaCTHX KICTOK, MedopMallis OCHOBU Yeperna i HOCOBHX
KICTOK (MpU3BOAUTH 10 (DOpMYBaHHS HEMPOINOPLIMHO KOPOTKMX KIHLIBOK 32
HOPMAJIBHUX PO3MIPIB TyJyOa il HEMpOMOpIiHHO BeIHKoi rojoBu). OcreoreHe3 —
pICT TpyOYACTUX KICTOK y JIOBXKHHY 3aJIMILAETHCSI HOPMAJIbHUM, & B TOBILMHY 3a
PaxyHOK IEpIOCTy 1 KICTKOBOTO MO3KY — P13KO OOMEXKEHHUM; KICTKU TOHKI, i HaBITh
HE3HAYHI TPAaBMHU MIPU3BOJIATH JI0 TIEPEIOMIB;

- cunopom Mapgana — BUCOKHIA 3pICT TpPH BIAHOCHO KOPOTKOMY TyIyOi,
HEMPOMOPIIHO JIOBI KIHIIBKK (JOBrl ''mayblil MaByKa'), apaxHOJAKTHIIA,
po3Max pyK MEpeBUIIye JOBXKHUHY TUIa, aCTEHIYHA Oy10Ba Tijla, MiIBUBUX 1 BUBUX
KPUINTAINKA, BIAMIAPYBAHHS CITKIBKH, MIOMIs, PI3HOMAHITHI BUIM TPUXK, BY3bKE
00MYYsl 3 TIOJIOBKEHWM BHCTYIAIOUUM HOCOM, JIHKOMOAiOHa (opma rpyzaei,
aHeBpHU3Ma AaOpPTH, YAaCTO CKOJIO3, Kio3, TiNeppyxJiMBICTh  CYIJIOOIB,
KJTUIIIOHOTICTh, TITAHTU3M, TICUX1YHA HECTIMKICTh. BUCOKA MEHETPaHTHICTS 1 pi3Ha
€KCIIPECUBHICTB;

- xopesi I'enminrmona — 3aXBOPIOBaHHS MPU3BOJIUTH 0 HEOOOPOTHOI Aerpajaailii
MO3KYy; CIOCTEpITalOThCSl TIMEPKIHE3W KIHINBOK, Tyiay0a ¥ oOmmuds, sKi
MOCWIIOIOTBCS Tl Yac COpoO 3AIMCHUTH CHPSMOBaHY [Iit0, HEBIIEBHEHA XOJa,
MOBa YyCKJIAJHEHA; TMOYAaTOK 3axBoproBaHHI — 35-40 pokiB, BHCOKa
MIEHETPAHTHICTD;

- cunopom Moppuca — XapaKTepU3yeThCs CAAKOBOK HEUYTTEBICTIO epudepitHux

TKaHWH JI0 MACKYJIIHHOI i1 Y0JI0BIYOT0 TOPMOHY CIM STHUKIB. Y Cl KIIITUHH TaKOTO
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eMOpioHa MarOTh CTaTeBl XpOMOCOMH X Ta Y, 3apO/IOK PO3BHBAETHCS B ">KIHOUMIA
01K"; HapOMKYy€EThCS TICEBAOTEpMAPPOIUT, SIKUI Ma€ YOJIOBIUMI CTaTeBUIl HaOIp
XpOMOCOM, OJIHAK BUTJIAJIAE K JIIBUMHKA.

Xeopoou, 3uenneni 3i cmammio. lIpukiagoM CriaKoBOTO 3aXBOPIOBaHHS KPOBI, SKE
34YeIlIeHE 31 CTaTTIO, € 2emoghinisa. KimiHIYHO reModiIis MOKe BUSBIIATUCS TO-PI3HOMY — BiJT
HE3HAYHUX KPOBOBUJIMBIB JI0 CHJIBHUX KpOBOTEY. 3aXBOPIOBAHHS IOB’sI3aHI 3 PI3KUM
3HMKCHHSIM 3TOPTaHHA KpOBI uepe3 MOPYIICHHS Oynb-sKOi JaHKA IbOTO CKJIAJHOTO
nporecy. I'emodinis Moxke po3BUBATUCS BHACIHIIOK HECTaul aHTUTeMO(LILHOTO TJIOOYIIIHY,
nedimury VI  daktopa 3ropranHs KpoBi (remodumiss A), HecTadl IIa3MOBOTO
TPOMOOILIACTUHOBOTO KOMIOHEHTa, nediuuty IX daktopa (remodimisa B) Ta nedinury XI
dakropa (remodimia C). i 3aXBOpIOBaHHS XapaKTepHUI TeMaTOMHUN THUI KPOBOTed. 3a
HasIBHOCTI reMO(Tii pPeLieCHBHUM T'€H JIEKUTh Y HETOMOJIOTTYHUI AUISHII X-XPOMOCOMH 1 €
PEIECUBHUM, TOMY Ha TeMO(UIII0 YacTile XBOPIIOTh YOJIOBIKH, a MEPEJaroTh ii >KIHKU.
XBopoOa mepenaerbcs Bl JiAa JO OHyKa udepe3 Maibke 30poBY Aouky-Hocis. Lle X-
34YEIUICHUH PEeeCUBHUI aHOMAJIbHUM T'€H, SIKUI MPOSIBIIAETHCS (PEHOTUITHO Y YOJIOBIKIB.

Janvmonizm — HaWNOLIMpEHIIIE 3aXBOPIOBAHHS, IO YCNAIKOBYETbCA 3a X-
XpPOMOCOMOIO, MYTallisi TeHa MPHU3BOJIUTH JO TOPYIICHHS KOJIpHOTO 30py. XBOpoOa
XapaKTepU3y€eThCsl MOPYLIECHHSIM CHOpURMaHHA YEpBOHOTO W  3€JEHOT0  KOJIbOPIB.
VYcnankoByerbest 3a XP-tumom, momioHo n0 remodumi. PospizHstoTh Kimbka Gopm
JAJIbTOHI3MY:

- JICUTEpOHOMIsT — YaCTKOBAa aHOMAJIsl CIIPUHHSATTS 3€JIEHOrO KOJbOpYy (TUTyTaroTh

3€JICHUH KOJIIp 13 CIPUM, 5KOBTUM 1 TEMHO-YEPBOHHUM);

- MPOTaKOMisl — aHOMAJISl CHOPUHHATTS YEPBOHOTO KOJHOPY (TUIyTarOTh YEPBOHUM

KOJIIp 13 CIpUM, KOBTHM 1 TEMHO-3€JICHUM ).

3. XpoMOoCOMHi 3aXBOPHOBAHHSI.

Cepen craKOBHX MATOJOTI XPOMOCOMHI XBOPOOW (CHHIPOMH) CTAaHOBJIATH Maike
25%. Taxki xBOpoOU MOKYTh OYTH CIIPUYMHEHI XPOMOCOMHUMH MYTAIIsIMH, SIK1 TIPU3BOJISATh
710 TIOPYILIEHHSI CTPYKTYPHU XPOMOCOM (XPOMOCOMH1) 200 KUIBKOCTI XpOMOCOM (T€HOMHI).

XpOMOCOMHA TIaTOJIOTiSI 37€OUTBIIIOr0 HEBWJIKOBHA. BoHA MIPU3BOAUTE 10 TSHKKHX

82



KIIHIYHUX MHOXXHHHUX YpaXeHb, TAKHX, K MPUPOJKEHI BaJl PO3BUTKY PI3HUX OpPTaHiB 1
cucTeM, O€3IUTIHICTh, HE BHUHOIIYBAaHHS BariTHOCTI, PO3yMOBa BIJACTaJiCTh, BHUCOKHIA
BIJICOTOK CMEPTHOCTI.

Kniniuna kapTuHa pi3HUX XPOMOCOMHHX XBOPOO: 3aTPUMKA TICUXIYHOTO 1 (PI3UIHOTO
PO3BUTKY, YEPENHO-JUIEBa TUCTPOdisi, BaAu Cepls, YIIKOKEHHS CEYOBOi, CTATEBOi 1
HEPBOBOI CHCTEM, TOMY XPOMOCOMHI XBOpOOM HAa3WBAIOTh cuHopomamu. PizH1 dopmu
CMAJKOBUX CHHIPOMIB PpO3PI3HSIOTh, TOJOBHHUM YHHOM, 32 THM, SIK TOEIHYIOTHCA
NPUPOJIKEH] BaJiv, a HE OKpeMi crenudiuHi Baau. 3HaUHA YaCTHHA XPOMOCOMHHUX XBOPOO
eNIIMIHY€ETHCS HA PaHHIX €Tarmax eMOpioreHesy.

Tak, ertionoris OmM3pK0 55% MHMOBUILHMX BHKHIHIB ITOB’SI3aHA 3 aHOMAIIISIMH
XxpoMocoM. [/lo HapoKEHHS T0XOIUTh JIMILIE YaCTUHA LIUX XBOpoO. OJHAaK yacToTa HaBiTh
1[1€1 YaCTUHU BpaXkae: ojHa IuTHHA 13 150 HapoKEeHUX Mae XpOMOCOMHI XBOpoou. 25%
JKKOBOTO (DOHAY BCHOTO CBITY 3aliMalOTh XBOpl Ha XPOMOCOMHI XBopobOu. Yactora
XPOMOCOMHHMX aHOMAJI cepes MEpTBOHAPOKEHUX csrae 6-7%. XpoMOCOMHI XBOpOOU
3a3BUYall HE YCHAJKOBYIOTbCA, TOOTO BiJ OaTbKiB HE mepenarotbess iTaM. Kapiotunu
0aTbKIB TAaKUX XBOPHUX 3a3BUYail HOPMaJIbHI. AHOMAJIIT XPOMOCOM 3’SIBJIIIOThCS B CTaTEBUX
KJIITHHaX (rameTax) 3a neBHux nopyuens mix yac I 1 11 mogunis melio3y. I ko ymkomkena
KIIITHHA OpaTUME y4acTh y 3aIlTiIHeHH], TO TUTHHA Oy/1e XBOporo. TakuM 4uHOM, OUIBIIICTD
XPOMOCOMHHX XBOpOO — HACIIJIOK MyTaIlii B CTaTeBUX KIITHHAX OaThKiB a00 Ha MEpIIMX
CTaisIX JPOOJICHHS 3UTOTH.

Myrtanii B ramerax MNPU3BOAATH 10 PO3BUTKY MOBHHX (opM, a MyTailii, 10
3’ABIISIIOTECS HA PAHHIX CTaAisIX PO3BUTKY €MOpioHa (0cOOJMBO Ha cTafii JIpoOJIeHHS
3Ur0TH), YTBOPIOIOTh MO3aiyHUI opranizM. Mo3aiuHi (opMH XpOMOCOMHHUX XBOPOO MarOTh
nermmii nepedir. MoXJIHMBO, UM 1 TMOSICHIOETHCSI HASBHICTh HOPMAJbHUX KITHH, SKI
KOMITCHCYIOTh TEHETHYHHIA AUcOaaHC.

Xpomocommi x60podu Maroms 3a2atbHi KIIHIYHI NPOSAGU:

- YepEMHO-JIUIIBOB1 TUCTPODIi;

- BPOJKEHI1 BaJli PO3BUTKY BHYTPIIIHIX OPTraHiB;

- IOPYLUEHHS POCTY 1 PO3BUTKY;
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- 3aTPUMKA TICHXOMOTOPHOTO PO3BUTKY;

- IOPYIICHHS (PYHKIIIH HEPBOBOI Ta €HJOKPHUHHOT CUCTEM.

AHoOMaIi1, MoB’s3aHi 3 MOPYIICHHSIM ayTOCOM, MalOTh TSHKUMH NepeOir, HiXK aHOMaJTIi,
MOB’s13aHi 31 CTAaTeBUMH XpoMocoMaMu. [le BUSBISEThCS HacamIiepen y TOMy, 110 1HTEJICKT
3a TakuxX XBOpOO ypaxyeTbcsi 3HauHO Ouibine. [loB’s3aHO 1€ 3 PI3HOIO TEHETHUYHOIO
AKTUBHICTIO XPOMOCOM: Y-XpOMOCOMa Hece MaJlo T'eHiB, a OJIHa 13 X-XpOMOCOM Y >KIHOK
nepe0yBae B HEAKTUBHOMY CTaHI.

Emionociunumu yunnuxkamu XpoMOCOMHOI IMATOJIOTIi € BCl BUJM XPOMOCOMHHX
MyTaIlii 1 Jaeski myTarii TeHOMIB. Y JIIOAWHU BHUSBICHO — 3 THIM MYyTalliii TE€HOMIB:
TeTparioifis, Tpurwioinis 1 aneymioinis. o cTocyeTbess XpoMOCOMHUX MyTalliid, TO y
JIOJIMHU BUSIBIIEH] BCl iX TUOU (Aenemii, Ayrutikaiii, iHBepcCli, TpaHCIoKailii). 3 KIHIKO-
LUTOT€HETUYHOI TOYKH 30py Oeneyis B OJHIA 3 TOMOJIOTIYHMX XPOMOCOM O3HAayae —
HEecTavy JUITHKA a00 4aCTKOBY MOHOCOMIIO TIO Ii¥l AUISAHIN, a Oyniikayii — HaJJIUIIOK a0o
4acTKOBY Tpucomito. CydacHI METOJU MOJIEKYJIAPHOT F€HETHUKU JIO3BOJISIIOTH BUSIBIISITH
NpiOHI1 Aenellii Ha PiBHI reHa.

SAxio TpaHCIOKallis perunpokHa (B3aeMHa) 6€3 BTpaTu AUISTHOK B XpOMOCOMax, TO
BOHA HAa3UBAETHCA 30a1aHco8aHolo. B pe3ynbTaTi CKIaJHUX MEXaHI3MIB KPOCHHIOBEpa 1
PEAYKIIT YMCIa XpOMOCOM TIPH YTBOPEHHI raMeT y HOCIiB 30aJaHCOBAaHUX TPaHCIOKAIlIN
Ta 1HBEPCIl MOXYTh YTBOPIOBATUCS He30AIAHCOB8AHI 2amemu, TOOTO TaMETH 3 YaCTKOBOIO
JTMCOMI€I0, a00 3 YaCTKOBOIO HYJIECOMi€l0, ab0 3 Ti€0 U 1HIIOK AHOMANIEI 3 PI3HUX
JUISTHOK (Y HOpMI KO’KHA raMeTa MOHOCOMHA).

Tpancokamisi Mk JBOMa aKpPOIICHTPUUCHUMH XPOMOCOMaMH 3 BTPaTOO IX
KOPOTKHUX TUICYEH MTPU3BOIUTH IO YTBOPEHHS OJIHIET METAIICHTPUYHOT XPOMOCOMH 3aMiCTh
JIBOX  aKpOIEHTpUYHUX. Taki TpaHCIOKaIili Ha3uBaIOThCS POOEPTCOHOBCHKUMH.
dopManbHO iX HOCI MalOTh MOHOCOMIIO MO KOPOTKHMX IUI€YaxX JBOX aKPOLEHTPUUYHUX
xpomocoMm. IIpore Taki HOCIT 3J0pOBi, TOMYy IO BTpaTa KOPOTKUX IIJI€YEH HBOX
AKpPOIICHTPUYHUX XPOMOCOM KOMIIEHCYETHhCS POOOTOI0 TaKMX >K€ TeHIB B OCTaHHIX &

aKpOIICHTPUYHUX XpPOMOCOMax. Y HOCIIB pPOOEPTCOHOBCHKMX TPAHCIOKALN MOXe
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YTBOPIOBATUCA 6 THUIIIB raMeT, aje HyJIeCOMHI raMeTH MOBUHHI MPUBOIUTHU 10 MOHOCOMIT
0 ayTOCOMaXx B 3UTOTIi, @ TaKi 3UTOTH HE PO3BUBAIOTHCS.

VY pasi KiHIeBUX Jejeliid B 000X Mmieuax XpOMOCOMU BUHUKAE Kilbyesa XpOMOCOMA.
VY iHaMBiAa, IO yCMaaKyBaB KUIbLIEBY XPOMOCOMY BiJl OJTHOTO 3 0aThbKiB, OyJe 4acTKOBa
MOHOCOMIS 10 ABOX KIHIIEBUX JUITHKaX XPOMOCOMH.

[HOMI pO3pHUBM XPOMOCOMH TPOXOJUTH uepe3 LeHTpomepy. KokHe rmeye,
po3’€HAaHE MiCs peruliKalii Mae Bl CECTPUHCHKI XpOMATHUIH, CHOJIY4YeHI YaCTHHOIO
HEeHTpoMepH, 10 3anumuiacs. CeCTpUHChKI XpOMAaTUIM OJIHOTO 1 TOTO K IJieYa CTAlOTh
ieynuMa OJHI€l XPOMOCOMH. 3 HACTYMHOTO MITO3y IS XpoMOCOMa MOYMHAE
PEIUTIKYBaTUCh 1 MEepeJaBaTUCs 3 KIITUHH B KIITUHY SIK CAMOCTIMHA OJUHULS Pa3oM 3
pemror0 Habopy xpomocoM. Taki XpoMOCOMH Ha3UBAIOTh i30Xpomocomamu. Y HHUX
OJTHAKOBI IIJIEYI.

Y ocHOBi Knacudikalii XpOMOCOMHOI MaToNorii nexaTh 3 NPUHIMIN. IX
JOTPUMAaHHS Ja€ 3MOTYO3BOJISIE YITKO OXapaKTepu3yBaTH (popMy XpOMOCOMHOI MATOJIOTIi
y 00CTeXXYyBaHOTO 1HJIUBI/A 1 1i BapiaHTH.

Hepwuti npunyun — xapaxmepucmuka XpoMOCOMHOI abo 2eHoma Mmymayii
(Tpumoinis, mpocTta TpUCOMIS MO XpoMocomi 21, 4yacTKOBa MOHOCOMISl 1 Tak Jaji) 3
ypaxyBaHHSAM KOHKpETHOI xpomocomu. Llel mpuHLIKIT MOKHA HA3BATH €TIOJOTTYHUM.

dopMH XPOMOCOMHO1 TMAaTOJOTIi BU3HAYAIOTHCS THUIIOM MYyTallli TreHoma, ado
XpPOMOCOMHOI MyTalli, 3 OJHOTO OOKy, 1 1HAMBIAYaJbHOIO XPOMOCOMOIO — 3 IHILIOTO.
Hozonoriyauit  miapo3ain  XpOMOCOMHOI TMATOJIOTIT TPYHTY€TbCS, TAaKUM YWHOM, Ha
€TIOJIOTIYHOMY 1 MAaTOr€HETUYHOMY NPUHIMUMOL: Uil KOXHOI (OpMH XPOMOCOMHOI1
MaToJyiorii BCTAHOBIIOETHCSA, SKa CTPYKTypa 3allydéHa B TMATOJIOTIYHUN TPOIEC
(XpomMocoMa, CETMEHT) 1 B UOMY TOJIATA€ TEHETUYHE TMOPYIICHHS (HEO0JIK a00 HAJIUIIOK
XpPOMOCOMHOro Marepiany). JludepeHiiaiis XpoOMOCOMHOI TaTOJOrii Ha MiACTaBl
KJIIHIYHOT KapTUHU HE MAa€ ICTOTHOTO 3HAYEHHS, OCKUIBKH MPU PI3HUX XPOMOCOMHHX

AHOMATISIX € BEJTUKA CIUIBbHICTD MOPYIIIEHb PO3BUTKY.
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pyeuti npunyun — 8usHauenus muny KiimuH, 8 AKux eunuxia mymayis (y ramerax
a6o 3uroti). ['ameTnyni MyTaIii Be1yTh 10 MOBHUX (POPM XPOMOCOMHHUX XBOPOO. Y Takux
1HJIMBIAIB BC1 KJIITHHU HECYTh YCIIAJIKOBAHY 3 TAMETOI0 XPOMOCOMHY aHOMAJIi0.

k1o XpoMOCOMHa aHOMAJTisi BHHUKAE B 3UTOTI a00 HA PaHHIX CTaAisX APOOICHHS
(Taki MyTaiii Ha3MBaIOTh COMATUYHUMHU Ha BIJIMIHY BiJ TaMETHYHHX), TO PO3BUBAETHCS
OpraHi3M 3 KJIITHHAMH PI3HOI XpOMOCOMHOI KOHCTUTYIT (1Ba ThMHM 1 Oubi). Taki Gpopmu
XPOMOCOMHHX XBOPOO Ha3UBAKOTh MO3AIYUHUMU.

Jlns BUHUKHEHHS MoO3aiuHMX (OpM, IO KIIHIYHIM KapTHUHI CIIBIAJA0UYNX 3
noBHUMH popmamu, HeoOx1AHO MaTH He MeHIIe 10% KIITHH 3 aHOMaTbHUM Ha0OpOM.

Tpemiti npunyun — 6UsAGNEHHS NOKONIHHA, 8 AKOMY SUHUKIA Mymayis. 91 BHHHUKIIA
BOHA 3aHOBO B rameTax 37I0pOBUX OaTbKiB (CIIOpaJWyHI BUIAJKH) a00 OATHKU BXKE Maju
TaKy aHomaito (ycnajkoBaHi, abo cimeiiHi, hopMu).

[Ipo ycnaokosani xpomocomui x60pobu TOBOPATH B TUX BUIAJIKaX, KOJU MYyTallisd €
B KJIITUHAX O0aThKa, y TOMY YUCIl 1 B ToHanax. [le MoxKyTh OyTH 1 BUNIAJKU TPUCOMII.

TakuM 4YMHOM, &7 TOYHOI JIarHOCTHKHM XPOMOCOMHOI XBOpPOOM HEOOX1IHO
BU3HAUMTH: 1) TUN MyTallii; 2) 3ajgydeHy B mporec xpomocomy; 3) ¢popmy (rmoBHa abo
Mo3aiyHa); 4) BuUJ XBOpoOU (crmopaauyHui BUNAIOK a0o ycmaakoBaHa (opma). Taka
JIarHOCTUKA MOYJIMBA TUIBKU TMPU UTOTEHETUYHOMY JOCIHIKEHHI, 110 MPOBOJAUTHCS Y
nali€enTa, a iHo/Ii 1 y #oro 0aThKiB Ta cHOCIB.

He auBnsurics Ha 100pe BUBUEHY KIIIHIKY 1 IUTOT€HETHUKY XPOMOCOMHHUX XBOPOO, 1X
namozere3 HaBITh y 3arajibHUX pucax lie He BuBueHuil. He po3poOiena 3araigbHa cxema
PO3BUTKY CKJIAAHUX MATOJOTIYHUX MPOLECIB, 00OYMOBIECHUX XPOMOCOMHUMH aHOMAJTISIMHU,
110 ¥ MPUBOJATH A0 MOSIBU CKIAAHUX (PEHOTHUMIB XPOMOCOMHUX XBOp0o0. KitouoBa naHka
B PO3BUTKY XPOMOCOMHOI XBOpOOW Hi mpu onHii (opmi He BusBieHa. [leski aBTOpH
OPUIYCKalOTh, II0 Taka JIaHKa — ' He30aJlaHCOBaHICTh TreHOTHMY' abo "mopylueHHs
3arajbHOrO reHHoro Oanancy'. IIpoTe Take BU3HAUEHHS HIYOTO KOHCTPYKTHUBHOTO HE JAE.
Hesb6anancoBaHicTh TE€HOTHIY — YMOBa, a HE JIaHKa MaTOreHe3y, BOHA IOBHHHA
peanizyBaTucs 4epe3 SKICh crenudiyHi 010XiMiyHI a00 KIITHMHHI MEXaHI3MHU y (peHoTuI

(KJTHIYHY KapTUHY) XBOPOOHU.
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CucremaTu3anisi JaHUX MPO MEXaHI3MH MOPYLIEHb IMPU XPOMOCOMHHX XBOpoOax
MOKAa3ye, 10 TIPH OYAb-SIKUX TPUCOMISX 1 JACTKOBUX MOHOCOMISIX MOYKHA BUJIIJTUTH 3 THUIIH
reHeTUYHUX e(eKTiB: crenudiyHi, HamBcnenudiuHi 1 HecrerudiuHi.

Cneyuchiuni e¢pexmu MOBUHHI OYTH TIOB’s13aHi 13 3MIHOIO YHCIIA CTPYKTYPHUX TEHIB,
0 KOJAYIOTh CHHTE3 OuIka (MpU TPUCOMIi iX YHCIO 301IBIIYETHCS, MPH MOHOCOMII —
3MEHIYEThCs ). YncneHH1 cnpoOu 3HaiTu crenudiuai 610XiMiuHI e(DEeKTH MATBEPAWIN 118
MOJIO’KEHHS JIMIIE i1 HebaraTboX TeHiB ado iX mpoaykTiB. [IpoTe GioxiMiuyHE BUBYCHHS
(GeHOTUIy XPOMOCOMHHUX XBOpPOO MOKH HE MPUBEJIO O PO3YMIHHS ILISXIB MaTOTEHE3Y
MPUPOKEHUX TMOpPYIIeHb MOp(doreHesy, IO BHUHUKAIOTH BHACHIIOK XPOMOCOMHHX
aHoOMaJii, B IIMPOKOMY CEHCI cjioBa. BusiBiieHi O10XIMIUHI BIJIXWUJEHHS TOKH BaXKKO
noB’si3aT 3 (EHOTUIMIYHUMHU XapaKTePUCTUKAMU XBOPOO Ha OpPraHHOMY 1 CUCTEMHOMY
piBHsIX. 3MiHA 4yuCia ajieleil reHa He 3aBXIU BUKIUKAE MPOIOPLINHY 3MIHY MPOyKIIi
BiamoBigHOro Oinka. [Ipyu XpoMocomHIN XBOpOO1 3aBXKIHM ICTOTHO 3MIHIOETHCSI AaKTUBHICTD
1HIMX (epMeHTiB a00 KIIbKICTh OLIKIB, T€HW SKHUX JIOKAJI30BaHI Ha HE 3aydyeHid B
aucbaianc xpomocoMi. Hi B oaHOMY BHUIIAAKy HE BHUSBICHO OUIKa-MapKepa mpH
XpPOMOCOMHHX XBOpOOax.

Haniscneyughiuni eghexmu npu XpoMOCOMHHMX XBOPOOAX MOXKYTh OyTH 0OyMOBIIEHI
3MIHOIO YHMCJIa T€HIB, 1 B HOPMI MPEJCTABICHUX y BUIJISAI YUCICHHUX Komid. J[o Takux
TeHIB BIIHOCATHCA TeHH puOocoMHux 1 Tpancnoptux PHK, ricroHoBux 1 pubocomHux
O1JIK1B, CKOPOTJIMBHUX O1IKIB aKTUHY 1 TyOyiHy. L{i O1TKM B HOpMI KOHTPOIIOIOTh KIHOYOB1
eTanu MeTaboJi3My KIITUHU, TPOLIECIB 11 AUICHHS, MDKKJIITHHHUX B3a€EMO/IIN.

Hecneyugiuni eghexmu XpoMOCOMHUX aHOMAaJTiM MOB’SI3YIOTh 13 3MIHEHUM BMICTOM
reTepoXpoMaTUHY B KJIITHHI. BaxkiiuBa posib reTepoXpoMaTHHY B IUIEHHSX KIITUHHU, POCTI
KIITAHA 1 1HIMX O10J0TIYHUX (YHKIIISAX HE BUKIMKAE CYMHIBIB. TakuM dYHHOM,
HecnenudiuHi 1 4acTKOBO HamiBcreuudiuHi edekTd HaOMMKarTh HAc 10 KIITUHHUX
MEXaHI3MIB maToreHe3y, 0€3yMOBHO, IO BiJIrpae HAWBaXJMBIIILY POJb MPU BPOKEHUX
BaJlaX PO3BUTKY.

Benukuit  ¢dakTUUHUN Martepiall J103BOJISIE TIPOBECTH 3ICTABJICHHS KIITHIYHOTO

(heHOTHITa XBOPOOH 3 IIUTOIrCHETUYHUMH 3MIHAMU.
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Ilamocenes XPOMOCOMHUX X60pob PO3rOpTAETHCS B paHHBLOMY
BHYTPIIIHROYTPOOHOMY 1 TPOJOBXKYETHCS B IOCTHATAJbHOMY Tiepiogax. MHOXKUHHI
BPOJIPKEHI BaJy PO3BUTKY SIK TOJOBHUN (DEHOTUIIYHUN MPOSIB XPOMOCOMHHUX XBOPOO
(GopMyIOTECSI B paHHBOMY €MOpIOTE€HE31, TOMY 10 MEpPiOAY MOCTHATAILHOTO OHTOTCHE3Y
BCl OCHOBHI BaJy PO3BUTKY BXKE€ B HasBHOCTI (OKpIM BaJ PO3BUTKY CTATEBUX OPraHiB).
Panne 1 MHOXXMHHE Ypa)KeHHs CUCTEM OpPTraHi3My MOSICHIOE JICSIKY CHUIBHICTh KJIIHIYHOT
KapTHUHH PI3HUX XPOMOCOMHHUX XBOPOO.

DEHOTUTIIYHUNA TIPOSIB XPOMOCOMHHUX aHOMaJlii, TOOTO ¢opMyBaHHS KIIHIYHOL
KapTUHH, 3aJICKUTH BiJ HACTYITHUX TOJIOBHUX YMHHHMKIB: 1) IHIUBITyaTbHOCTI 3aJy4€HOT B
aHOMAJIII0 XpOMOCOMH a0o0 11 MiASHKW; 2) TUIY aHOMalii (Tpucomis, MOHOcOMis); 3)
KUIBKOCT1 HEIOCTaTHHOTO (Tpu Jenerii) abo HaaMipHOTro (MpU YacTKOBIM TpucoMii)
Marepiany; 4) cTyneHl MO3ai4HOCTI OpPraHi3My IO a0EpaHTHHUX KIITHHAX; 5) T€HOTHUITY
opratismy; 6) yMOB cepenoBuilia (BHyTPIITHEOYTPOOHA a00 MOCTHATAIBHA).

CryniHb BIIXWJIEHb B PO3BUTKY OpraHi3My 3ajJeXHUTh BiJ SKICHOI 1 KIJIbKICHOI
XapaKTepUCTUKU YCHAJIKOBaHOT XPOMOCOMHOI aHomaiii. Ilpu AOoCHiPKeHH]1 KIHIYHUX
JAHUX Yy JIIOJMHU TOBHICTIO MIATBEPKYEThCS JIOBEJEHA Y IHIIMX BHUIIB BITHOCHO
HEBHCOKa 010JI0T1YHA LIIHHICTh T€TEPOXPOMATUHOBUX JIJISTHOK XPOMOCOM.

Kniniuauii momiMopi3M KOXKHOI XpPOMOCOMHOI XBOpOOM B 3arajibHiil ¢dopmi
0oOyMOBJICHHII TEHOTHIIOM OpraHi3My 1 yMOBaMH cepefoBullia. Bapiaimii B mposiBax
MaTojorii MOXYTh OYTH JyXe IIUPOKUMHU: BijJ JIETAJIbHOrO €(QeKTy 10 HE3HAUYHUX
BIIXWICHb B pO3BUTKY. Tak, 60-70% BumnaakiB Tpucomii 21 3aKiHUYIOThCSA JIETAIBHO Y
BHYTPIIIHbYTpOOHOMY TmiepioAl, B 30% BHUMAAKIB HApPOJKYIOThCA IITH 3 CHHIPOMOM
JlayHa 3 MIMPOKO BapiOIOUYMMH KIIHIYHUMHU MposiBaMu. MoHocoMmis 1mo X-XpoMOcCOMI
cepen HoBoHapokeHuX (cunapom IllepemeBchkoro-Tepuepa) — mpubmmsuo 10% Beix
MOHOCOMHHUX M0 X-XpOMOCOMI 3apoJIKiB (OCTaHHI1 TMHYTh). He TUBISYUCH HA HEJOCTATHE
PO3yMIHHSI 3aKOHOMIPHOCTEH MAaTOT€HE3y XPOMOCOMHHX XBOPOO B IIJIOMY, JNESIKI JIAHKU
3arajJbHOTO JIAHITIOTA TMPOIIECIB B PO3BUTKY OKpeMHX (OpM BXKE BIIOMI 1 iX KUIBKICTh

MOCTIHHO 30UIBIIYETHCS.
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Xpomocomui xeopoou, cnpuuuHeHi 2eHOMHUMU Mmymauiamu. XPOMOCOMHI
XBOpOOH, MOB’s13aH1 31 3MIHOIO KUTBKOCTI XpOMOCOM, MalOTh Ha3BY 2eHOMHUX 3AXBOPIOBAHD.
Bonu 3’SBISIOTBCS SIK HACHIJIOK TMOPYIIEHHS PO3XO/KEHHSI TOMOJIOTIYHHUX XPOMOCOM Y
nporieci [ 1 I moainiB meito3y. SBuile kpaTHOTO 30UTBIIEHHS KIJIBKOCTI XPOMOCOM y TEHOMI
HA3UBAIOTh MOJIN0I0IE0, TIOMIUIOIAM THHYTh HA paHHIX CTaliIX eMOpIOHAIBHOTO
PO3BUTKY. SIBHIIIE HEKpaTHUX 3MIH KUIBKOCTI XpOMOCOM HAa3HMBAIOTh 2emeponioilicio
(aneynnoioiero).

["erepomtoiniss Moske OYTH JIBOX THIIIB: MOHOCOMIsE (3MEHIIIEHHS KITBKOCTI XpOMOCOM
Ha 1, 2 ...) 1 nonicomia (301IBIIEHHS KITBKOCTI XpoMocoM Ha 1, 2 ...). Haiftsoxuuii nepe6ir
MaroTh MOHOCOMIi. BBaxaroth, mo Omu3pko 20% BUNAAKIB MOHOCOMIN 3aKIHUYIOThCS
JICTAJILHO 1€ B TIEPIIIi JIHI eMOPIOHAILHOTO PO3BUTKY. BOHM Takok CIpUUYMHIOIOTH 3aru0eih
3apojiKa Ha MIBHIMIMX CTalisIX (MUMOBUIbHI BUKUAHI). TpamisstoThCcsl XBOP1 HA MOHOTaMiIo 1
cepen HapokeHux, cuHapoM IllepemeBchkoro-TepHepa. XpoMOCOMHI aHOMaTil €
npuurHO0 45-50% MHOXUHHUX MPUPOLKEHUX BajJ po3BUTKY, 50% MNpUYMH NEPBUHHOI
6e3rutiaHoCTl, 01u3bko 40% BUNaAKIB MIMOOKOT pO3YyMOBOI BiICTAJIOCTI.

Xpomocomui xeopobu, noe’azani 3i 3miHeHOI KilbKicmiwo aymocom. J{ns
XPOMOCOMHMX CHHIPOMIB XapaKTEpHUN PI3HUNA CTYIIHb PO3yMOBOI BIJICTAJIOCTI. [HTEIEKT
Opd ayTOCOMHHUX CHHAPOMAX YIIKOMKYETHCS 3HAYHO CUJIBHINIE, HIK TPU CHHAPOMAX,
CIPUYMHEHUX AaHOMATISIMUA CTATEBUX XPOMOCOM.

Cunopom (xeopoba) [ayna — mpucomis 21. HalOuiblll BUBUEHA XPOMOCOMHA
xBOpoOa. YacTtoTa Hapo KEHHA AITeH 13 cHHApPOMOM JlayHa 3aJie’KuTh BiJ] BIKy Matepl 1 B
MEHIIIM Mipl B BiKy O0aTbka. L{luToreHeTnuHi BapiaHTH cUHApPOMY JlayHa pi3HOMaHITHI.
[IpoTe ocHOBHY uacTky (94-95%) cknagaroTh BUNAIKH MPOCTOI MOBHOI Tpucomii 21 sk
HACJIIZIOK HEPO3XO/DKEHHS XPOMOCOM B Meio3i. [lpu 1boMy MaTepUHCHKUN BHECOK
HEPO3XO/KCHHS B 111 TamMeTuuH1 opMu XxBopoOu ckiianae 80%, a 0aTbKIBCHKUI — TUIBKU
20%. Ilpuwuman Takoi pizHuUIll He 3po3ymini. Hepemmka (6mm3pko 2%) vacTka niTel 3
cuaapomMoMm Jlayna mae Mozaiuni dopmu (47+21/46). Ilpubmuzno 3-4% xBopux 3
cuHApoMoM JlayHa MaroTh TpaHCIOKaliiHy GopMy TPUCOMIi 32 TUTIOM POOEPTCOHIBCHKUX

TpaHciokamiii mMix akporeHTpuunuMu (D/21 1 G/21). Maiixke 50% TpaHCmoOKaIiiHUX
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dopM ycmankoByeThCs Bifl 0aTbKiB-HOCIiB 1 50% — TpaHciokarii, mo BuHUKIH de novo.
CrmiBBiTHOIICHHS XJIOMYUKIB 1 JIBYATOK CEpeJl HOBOHAPO/KEHUX 3 cHHApoMoM JlayHa
cxiamae 1:1.

Kniniyna cumnromaTtnka cuuapomy JlayHa pi3HOMaHITHa: 1€ 1 BpPOJUKEHI Bau
PO3BUTKY, 1 MOPYIIEHHS MMOCTHATAJIBHOTO PO3BUTKY HEPBOBOI CHUCTEMH, 1 BTOPUHHUU
iMmyHoaediuT 1 iH. itk 3 cuaapoMoM JlayHa HapOJKYIOThCS B CTPOK, aje 3 MOMIPHO
BHUPaXXEHOIO MIPEeHaTaIbHOIO rinorasieto (Ha 8-10% Hikde 3a cepeani BennyuHu). barato
CUMIITOMIB cuHApoMYy JlayHa TMOMITHI TpH HApPO/KEHHI, B TMOAAJIBIIOMY BOHHU
BUSIBJISIIOTHCS diTKime. KBamidikoBaHuil memiatp CTaBUTh MPABUILHUAN 1aTHO3 CHHAPOMY
JlayHa B mojioroBoMy OyIuWHKY He MeHIe HIX B 90% Bumaakax. 3 4epernHo-JTUIbOBUX
nu3Mopdiii HaroJOUIYIOTHCA PO3pi3 MOHToJIoia o4el (3 1iei mpuunHu cuHApoM JlayHa
JIOBrO Ha3WBalld MOHTOJIOIAM3MOM), Kpyrje JHIle, IUIOCKAa CIWHKAa HOCa, eMiKaHT,
Opaxiuedanisa, nepopmoBaHi BYIIHI pakOBHHH. YacTo 3yCTpidarOThCsS BpPOJDKEHA Baja
cepis, KIMHOJAKTWIIIS, XapakTepHi 3MiHM jAepmarorimidiku ('maBmsiya”, ckiaaka Ha
JI0JIOH], JIB1 IIKIPHI CKJIAJKW 3aMiCTh TPhOX Ha MI3MHIII, BUCOKE MOJIOKEHHS TpUpazaiyca i
in.). Bagu IIKT cnocrepiratotecs pigko. Yactora Oyab-skoro cumntomy B 100%
BUIIA]IKIB, OKPIM YITOBLJIbLHEHOT'O POCTY, HE BiAMIYEHA.

Peakmist mitedt 3 curapoMoMm JlayHa Ha YMHHHUKH HaBKOJHUIITHBOIO CEPEIOBHIIA
4acTO TATOJIOTIYHA Y 3B’S3KY 13 CIHA0KUM KIITUHHUM 1 TyMOPaJbHUM IMYHITETOM,
3HmkeHHsM  penapauii  JIHK, HemoctaTHIM BUpOOJIEHHSIM  TpaBHUX  (DEPMEHTIB,
O0OMEXEHUMH KOMIIEHCATOPHUMH MOXJIMBOCTSMH BCIX CHUCTEM. 3 i€l MPUYUHU [T 3
cuHApoMoM JlayHa 4acTo XBOPIIOTh HA THEBMOHII, BAXKKO MEPEHOCATh AUTYI 1HDEKIii. Y
HUX BIIMIYA€THCS HEJIOIIK MAacH Tija, BUPAKEHUN aBITaMIHO3.

Bpomkeni Baau BHYTPINIHIX OpraHiB, MOHM)KEHA MPHUCTOCOBAHICTh MITEH 3
cuHapomMoM JlayHa 4acTO MPHU3BOIATH A0 JETAIBHOTO pPe3yiabTaTy B TeEpII 5 pPOKIB.
HacmigkoM 3MiHEHOTO IMyHITETYy 1 HEJOCTaTHOCTI penapamiiHux cuctem (s
nomkokeHoi JIHK) € nefiko3, 1mo yacto 3ycTpiyaeThesl y XBOpHUX 3 cuHApoMoM [layHa.

Henopo3BuHeHHST 1HTEIEKTY TOTajibHE. MUCIEHHS XBOPUX CIIOBUIBHEHE, €MOIIil

MOBEpXHEB1, ManoaudepeHiiiioBani. J[itn 3a3Buuail yackaBi, JOOPOYIIHI, MPUXUIIBHI,
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100pe 3acBOIOIOTh HECKJIAAHI JKUTTEBI MOHATTA 1 HAaBUYKU. TPHUBAIICTH KHUTTS TNPU
xBOpoO1 JlayHa Ha maHuii yac 3HayHO 30UThIIMIAcs (y cepeaHboMy A0 35 pOKiB), xoua
3QJIMIIAETHCS MEHIIOK, HIXK Y TIOMYJISIIII.

Cuopom Ilamay — mpucomiss 13. lluToreHeTWyHi BapiaHTH I[HOTO CHHAPOMY
HacTymnHi. [Ipocta moBHa Tpucomis 13 gk HACHIOK HEPO3XOKEHHSI XpOMOCOM B MEHO031 Y
OJIHOTO 3 0aThKiB (TOJIOBHMUM YMHOM y Matepi) 3ycTpidaerbes y 80-85% xBopux. Pemira
BUITAJIKIB 00OYMOBJIEHA, B OCHOBHOMY, IEpeaaucio JOAaTKOBOI XpOMOCOMH (TOYHIMIE, ii
JIOBTOr0 IjIe4a) B poOepTCOHIBChKUX TpaHcinokamisx tumy D/13 1 G/13. BusBneni 1 iH1
[UTOTEHETHYH1 BapiaHTU (MO3ailU3M, 130XpOMOCOMa, HEPOOEPTCOHIBCHKI TPaHCIIOKAaIlii),
ajie BOHM 3yCTpl4yaloThCsl BKpai piako. KiHiyHa 1 maTosioroaHaTOMIYHA KapTHHA MPOCTUX
TPUCOMHHMX (POpPM 1 TpaHCIOKALIMHUX HE pO3pi3HSAEThCs. CHIBBIIHOMICHHS CTaTi HpH
cunapowmi [laray ckianae 6au3pko a0 1:1.

Hitu 3 cungpomom Ilatay HapomXyrOThCS 3 BUPAKEHOK MPEHATAIBHOIO
rinomnasieto (Ha 25-30% HmK4Ye 3a cepelHl BEJIMYMHHU), SKY HE MOKHA TMOSCHUTU
HEBEJIMKOIO HEIOHONIEHICTIO (cepenHiil Tepmin rectamii 38,3 TuxkHIB). XapakTepHe
YCKJIaJIHEHHSI BAariTHOCTI MPU BUHOIIYBaHHI 1JI0Ay 3 cuHapoMoM [laray — GaraTtoBoms:
BOHO 3ycTpiuaeTbes Maiixke B 50% BunaakiB cunapomy Ilaray.

st cunnpomy [latay xapakTepHi MHOXHHHI BPOJIKEH1 B PO3BUTKY TOJIOBHOTO
MO3KYy. e maToreneTnyHO €MHA Tpyna paHHiX (1, 0T)Ke, BAXKKHUX ) TOPYIICHb POPMyBaHHS
TOJIOBHOT'O MO3KY, OYHHX SIOJTYK, MO3KOBOi 1 JIMIIbOBOi 4acTUH uepena. JIoO ckoiieHui,
HU3bKUH, OUHI MUTMHU BY3bKI1, IEPEHICCA 3amajo, BYIITHI pAKOBUHUA HU3bKO PO3TAIIOBaHI 1
nedopmoBani. Tunosa o3Haka cuaapomy Ilaray — po3muUIMHNA BEpXHBOI I'yOH 1 MiAHEOIHHS
(3a3BUy4ail 1BOCTOPOHHI). 3aBKIU BUSBISIOTHCS BaJM JIEKUIBKOX BHYTPIIIHIX OpraHiB B
pi3HIM KoMOiHaii: nedeKTH MeperopopoK cCepilsi, HEe3aBEPIICHUM 3aBOPOT KHIIECUHUKA,
KICTH HUPOK, aHOMAaJIi1 BHYTPIIIHIX CTATEBUX OpPraHiB, 1e(EeKTH MiAILTYHKOBOI 3aJ1031. SK
MIPaBUJIO, CTIOCTEPITAOTHCS MO IAKTIIIIS (YacTilie JBOCTOPOHHS 1 Ha pyKax) 1 GJIeKCOpHE
MTOJIOKEHHS KUCTEH.

VY 3B’S3Ky 3 BaXKUMHU BpO/JKEHUMH BaJaMd PO3BUTKY OLIBIIICTH XBOPUX Ha

cunapoM [laray momuparoTe B mepin TikHI a60 micsil (95% — mo 1 p.). Ilpore meski

91



XBOp1 JKUBYTh JEKiJIbKa POKiB. Bilbll TOro, B pO3BMHEHHMX KpaiHaX CHOCTEPIraeThCs
TEHJICHITIS 301TBIIICHHS] TPUBAJIOCTI KUTTSA — A0 5 pokiB (0mu3bko 15% miTeit) 1 HABITH 10
10 pokiB (2-3%).

[HIT  cuHIpOMHM BpPODKEHHWX Bal po3sumky (cunopomu Mexkens i Mopa,
mpueonoyegania Onimya) MO OKPEMHUX O3HAKax CHIBMNAAal0Th 3 cUHApoMoM [latay.
BupimanbHuii 4YMHHUK B JIIaTHOCTHII — JOCHIIKEHHS XpoMocoMm. llurorenernune
JOCTI/DKEHHSI TIOKa3aHe y BCIX BUIMAAKaX, 30KkpeMa y AiTeil. TOUHUN IUTOreHETUYHHM
J1arHo3 HEOOX1JHUM SISl IPOTHO3Y MaOyTHIX JITEH B CiM 1.

Cunopom Eosapoca — mpucomus 18. Maibke y BCIX BUTagkax cuHApoM EmBapmca
00YMOBJICHHI TTPOCTOI0 TPUCOMHOIO (hOpMOIO (raMeTUYHA MYTaIlisl y OAHOTO 3 OaThKiB).
3ycTpiyaroThes 1 Mo3aiuHi (opmMu (HEpO3XOJKEHHS Ha pPaHHIX CTaisaxX APOOJICHHS).
TpancnokauiiiHi opmMu BKpail pIIKICHI 1, SIK IPAaBUIIO, LI€ YaCTKOBI, a HE MOBHI TPUCOMII.
Kniniunux BiamiHHOCTEW MK Qopmamu Tpucomii Hemae. CHiBBIIHOIICHHS XJIOMYHUKIB 1
niBuaTok ckiagae 1:3. [Ipuunnu nepeBakaHHsi XBOPUX JIIBUATOK ITOKU HE B1JIOMI.

[Ipu cunapomi EpxBapaca BigMIYaeTbCcsl BUpakeHa 3aTpUMKa IPEHATaIbHOIO
PO3BUTKY MpW TMOBHIA TPUBAJIOCTI BariTHoCTI (poAu B CTpok). B mepury dyepry e
MHOXMHHI BpOJIKE€HI BaJd PO3BUTKY JMIBOBOI YAaCTHMHM Yepena, ceplsl, KICTKOBOI
CUCTEMH, CTaTeBUX OpraHiB. HwkHs mienena i1 poToBa HIUIMHA MAJICHBKI; OYHI IILTUHU
By3bKi 1 KOPOTKI; BYIIHI PaKOBHHH Jae(pOpMOBaHI 1 HH3bKO pO3TalIOBaHi. 3 1HIIHUX
30BHIIIHIX O3HAK BIAMIYAETHCSH (PIEKCOPHE MOJOKEHHA KHUCTI, aHOMAJIbHO PO3BHHEHA
croma (Im’siTa BHCTYIA€, CKIEMIHHS mpoBucae), | mamenp cromu kopotmmid 3a Il
CnMHHOMO3KOBA IpHUKa 1 pO3IIUIMHA T'yOH 3yCTpidaroThes piako (5% BHUMAIKIB CHHIPOMY
EnBapnca).

Hitu 3 cunapomom EnBapjca momupaiots B panHboMmy Bitli (90% — 1o 1 poky) Bin
yCKJIaJHEHb, OOYMOBJICHMX BpOJKEHUMH BaJaMu PO3BUTKY (acdikcis, MTHEBMOHIS,
KHIIKOBA HETIPOX1IHICTh, CEPIIEBO-CYIMHHA HEJIOCTATHICTH ).

Po3pi3HsI0TE 111E cunopomu uacmrkosux aneyniodiu. lle Taki aK: CHHIAPOM KOTSIYOTO

KpUKY (MOHOCOMisi 1O KOPOTKOMY ILIedy XpomMocoMu 5; Sp-); cunapom Bosbda
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XupmxopHa (MOHOCOMis JAeNerii CerMeHTa KOPOTKOro Iuieda xpomocomu 4; 4p-);
CHUH/IPOM YaCTKOBOI TPHCOMIi IO KOPOTKOMY Iiedy Xxpomocomu 9 (9p+) 1a iH.

Xeopoou, no6’a3ani 3 2eHOMHUMU MymMayiamu cmameeux xpomocom. lle Benuka
rpymna XpoMOCOMHHUX XBOpPOO, IpeCTaBlICHa PI3HUMHU KOMOIHAIIAMU JOJATKOBUX X- a060
Y-XpoMocoM, a y BUIMQIKaX MO3ailu3My — KOMOIHaIIsIMU Pi3HUX KJIOHIB. B ocHOBHOMY 118
nosicoMii XXX, XXY 1 XYY; mo3zaiuni popmu ckiaaaaroTs npudIu3Ho 25%.

Cunopom Illepewescoroco-Tepnepa (45, X) — enuHa ¢opMa MOHOCOMIT Y
HOBOHapokeHUX. llutoreHeTnka cuHApoMy OaratorpanHa. Pa3oMm 13 cHpaBXHBOIO
MOHOCOMI€I0 y Bcix KiituHax (45, X) 3ycTpiyaroThCs iHIINT (OPMH XPOMOCOMHHX
aHoMaJiid mo cTareBux Xxpomocomax. Lle penerii kopoTkoro abo JOBroro mieda X-
xpomocomu [46, X, Xp-; 46, X, Xg-J, 13oxpomocomu [46, X, 1 (Xq); 46, X, 1 (Xp)],
kuibLeBl xpomocomu [46, X, R (X)], a Takoxx pi3HI Bapiantu Mo3zainu3my. Jlume 50%
narieHTok 3 cunapomoM lllepemercororo-Tepuepa (50-69% 3aranbHOT KUIBKOCT1) MalOTh
npocty moBHY MoHocoMito (45, X). Pemra BumajgkiB — pi3HOMaHITHUN Mo3ainu3Mm (B
oMy 30-40%) 1 pinkicHIII BapilaHTH AENELii, 130XpOMOCOM, KUIBLIEBUX XPOMOCOM.
IlikaBo 3a3HaumTH, 10 Mo3aimu3Mm 45, X 46, XY (2-5% 3aranbHoi KIIBKOCTI XBOPHUX 3
cuaapomoMm IllepemeBcrkoro-TepHepa) XapakTepu3yeThCsl MIUPOKUM I1alla30HOM
KIIIHIYHUX O3HaK (Bix TuroBoro cuuapomy lllepemeBcbkoro-TepHepa 10 HOPMAIBHOTO
Y0JIOBIYOTO (PEHOTHUITY) 3aJICKHO BiJI CITIBBITHOIICHHS KJIITHHHUX KJIOHIB.

Kniniuno cunapom IllepemeBcbkoro-TepHepa BUSBISETHCS B TPHOX ' HaIpsIMKax'
1) rimoroHajn3M, HEJOPO3BUHEHHS CTATEBUX OPraHiB 1 BTOPUHHUX CTATEBHX O3HAaK; 2)
BPOJI’KEH1 BaJIM PO3BUTKY; 3) HU3BKUI PICT.

3 OOKy cTaTeBOi CHUCTEMM BIAMIYA€ThCA BIJCYTHICTh TOHAJ (areHes3is TOHAan),
rinoriasisi MaTku 1 MaTKOBUX TPyO, MEpBUHHA aMEHOpesi, Mi3epHe OOBOJIOCIHHSA JIOOKA 1
NMaxBOBHUX 3allaffH, HEJOPO3BMHEHHS MOJIOYHUX 3103, HEJOCTaTHICTh ECTPOTEHY,
HaJUMIIOK TinmodizapHUX TOHAMOTpomiHiB. Y miTedt 3 cunapomoMm lllepemeBcbkoro-
Tepuepa gacto (10 25% BUNaAKIB) 3yCTPIYAIOTHCS Pi3HI BPOHKEHI B CEPIIsl 1 HUPOK.

30BHIMIHIA BUIJIAJ XBOPUX JOCTaTHHRO CBOEPIMHMM (Xoua 1 He 3aBxau). Y

HOBOHAPO/DKEHUX 1 JITEH TPyJHOTO BIKY BIIMIYAETHCS XapaKTEPHI CUMITOMH: KOPOTKA
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IMs 3 HAJIMIIKOM ILIKIpU 1 KPUJIOMOAIOHMMH CKJIaAKaMH, JTiM(aTUIHUM HaOpsK CTOI,
TOMUIOK, pyK 1 MOpeammuys. Y MIKUITBHOMY 1 OCOOJIMBO B MIIJIITKOBOMY  BIIIlI
CIIOCTEpITAEThCS BIACTaBaHHS B POCTI, B PO3BUTKY BTOPHUHHHUX CTaTeBUX O3HaK. Jlis
JOPOCTUX XapaKTepHl MOPYIICHHS CKeNeTy, YEpemHO-MO3KOBI Iu3Mop(ii, BaibrycHa
JieBiallis KOJIIHHUX 1 JIIKThOBUX CYTJIO01B, BKOPOUCHHS METaKapHalbHUX 1 MeTaTapCalbHUX
KICTOK, OCTE€ONOpPO3, HU3bKHUI PICT BOJOCCA Ha IIMi, aHTUMOHTOJOIMHUNA PO3pI3 OYHUX
IIUIMH, HU3bKE PO3TalllyBaHHS BYIIHMX pakoBUH. PicT mopocimx xBopux Ha 20-30 cm
HUKYE CEPeIHBOTO.

Cunopom Knaiingpenmepa BKIIOYAE BUITAIKH TIOJICOMIi IO CTaTEBHX XPOMOCOMaX,
IpU SIKAUX € HE MEHIIE JABOX X-XpOMOCOM 1 HE MeHIe ojHi€i Y-xpomocomu. Ilo
HaWyJacTilie 3YCTpPIYaeThCcsl 1 TUMOBUU MO KIIHIYHIM KapTUHI CHHIAPOM — CHHIPOM
Kunaitngentepa 3 nabopom 47, XXY. Bapiantu momicomii 3 BEJIMKAM 4YHUCIOM X- 1 Y-
XpPOMOCOM 3YCTpPidalOThCcsl pifko. KINIHIYHO BOHU BIIHOCATHCS TaKOXK JO CHHIPOMY
Knaiindenrepa.

HasBHicTe Y-XxpomocoMu Bu3Hauae (opMyBaHHS 4osioBidoi crari. [lo mepiomy
CTaTeBOrO J03pIBaHHS XJIOMYUKU PO3BUBAIOTHCS Mail’ke HOPMAaJIbHO, CIOCTEPIra€ThCs
JIMIIIe HEBEJIMKE BiJICTABAaHHS B MCUXIYHOMY pO3BUTKY. [ eHeTHuHMI AucOanaHc y 3B’ SI3KY
3 10JATKOBOIO X-XpPOMOCOMOIO BUSBIISIETHCS KJIIHIYHO B TIEPIOJI CTATEBOTO JIO3PIBAHHS Y
BUTJISIII HEIOPO3BUHEHHS CIM SIHHUKIB 1 BTOPHHHHMX YOJIOBIYMX CTaTEBUX O3HAK.

VY XBopuX BIAMIYAETbCSI BUCOKUM 3pICT, >KIHOYMH THUN CTaTypHl, T1HEKOMACTis,
ciabke O0OBOJOCIHHA OONMYYs, MaxBOBMUX 3amaguH 1 JIoOKa. Sleyka 3MeEHIIEHI.
['icTONOr1YHO BUSIBISIIOTHCS JE€TEHEpallisi TePMIHATUBHOTO €MITENII0 1 TladiHO3 CIM STHUX
KaHATUKIB. XBopi Oe31uIiAH1 (a300cnepMisi, OJirocnepmis).

Cunopom mpunno-X (47, XXX). Kiaku 3 xapiotunom XXX B MOBHOMY a0o
MO3aiYHOMY BapiaHTi MalOThb B OCHOBHOMY HOPMaJIbHUW (PI3UYHUH 1 ICUXIYHUI PO3BUTOK.
Haiiuacrime Taki 1HAWBIIN BHUSBISIOTHCS BUITAKOBO MPU OOCTEXEHHI. Lle mosicHIoeThCs
TUM, IO B KIITHHAX JBI X-XpPOMOCOMH T€TE€pPOXPOMATH30BaHi (JIBa TUIBISI CTATEBOTO
XpOMATHHY) 1 JIWILIE OJHA, SIK 1 Y HOPMaIbHOI >KIHKH, (DYHKIIOHYE. SIK IpaBUIIO, y )KIHKH 3

kapiotunioM XXX HE CIOCTEPIraeThCs BIAXWIECHb B CTATEBOMY PO3BUTKY, TaKi 1HIWUBIIN
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MalTh HOPMAJIBbHY IUIOAIOYICTh, X0Ua PHU3UK XPOMOCOMHHX IMOPYIIEHb y TMOTOMCTBA 1
CIIOHTAHHUX a0OpTIB MiJABUIICHUN. [HTENEKTyanbHUN PO3BUTOK HOpMainbHUII abo Ha
HIDKHIM MeX1 HOpMHU. JIWile y NesSKUX >KIHOK 3 TPHUIUIO-X BIAMIYAETHCS MOPYIICHHS
penpoAyKTUBHOI (PyHKII (BTOpMHHA aMeHOpes, JUCMEHOpEs, paHHS MEHomay3a 1 1H.).
AHOMaJTii PO3BUTKY 3OBHINIHIX CTaTe€BUX OpraHiB (03HAKH JU3EeMOpPIOTCHE3RY)
BUSBJISIIOTHCS JIMIIE TPU PETEIbHOMY OOCTEXEHHI1, BUpPaXeHI HE3HAyHO, a TOMY HE €
MIPUBOJIOM JIJIsl 3BEPHEHHS KIHOK JI0 JIIKaps.

Bapiantu cunapomy X-momicomiii 6e3 Y-XpOMOCOMH 3 YHCJIOM, OUIBIINM, HIXK 3,
3YCTPIYAOTHCSA PiAKO. I3 301MBIICHHSIM YHCIa JOMATKOBUX X-XpPOMOCOM 30UTBITY€ETHCS
CTYMIHb BIAXWJICHHS BiJl HOpMH. Y KIHOK 3 T€Tpa- 1 MIEHTACOMIEIO0 OMUCAHI BIAXUIJICHHS B
PO3YMOBOMY PO3BUTKY, YePEIHO-JIUIBOB1 Au3Mopdii, aHoMalii 3y0iB, CKeleTa 1 CTaTeBUX
oprasiB. [IpoTe *IHKH HaBITh 3 TETPACOMIEIO IO X-XPOMOCOMI MatOTh IOTOMCTBO.

Cunopom Oucomii no Y-xpomocomi (47, XYY). BUIbIICTh YOJNOBIKIB 3 TaKUM
HAOOpOM XPOMOCOM HE BIJPI3HSAIOTHCS BIJ HOPMAJbHUX IHAMBIAIB 3a (Pi3UYHUM 1
PO3YMOBHUM PO3BUTKOM, MaIOTh 3PICT TPOXH BHUIIE CEPeAHBOTO. [IOMITHUX BIAXWIEHH Hi B
CTaTEBOMY PO3BUTKY, HI B TOPMOHAJIBHOMY CTaTyCl, Hi B IUIOAOYOCTI y OutbimocTi XYY -
IHOUBIAIB HeMac. He BuximroueHi ekl OCOOJIMBOCTI MOBEIIHKM TakuX o0ciO: 3a
BIJIMMOBIAHUX YMOB BOHHU CXHMJIBHI IO arpeCUBHUX 1 HABITh KPUMIHAIPHUX BUYMHKIB.

4. MyabTudakropiajbHi 3aXxBOpHOBaHHs (NMOJIireHHi 3aXBOPIOBaHHA 3i
CIAJIKOBOI0 CXWJIBHICTIO).

Jlo 11i€i Tpynu HaJEKHUTh OLIBIIICTh CIAIKOBUX 3aXBOPIOBAHb, IPUUUHOIO SKHX €
MyTallli KUIbKOX Yu 0ararboX YMHHHKIB. [0 TOro * MyTallii He NPU3BOJATH 10 BUAUMOIL
MaToJIorii, a JINIIE 3yMOBIIOIOTh CXWJIBHICTH J0 Hel. 1100 1 CXUIIBHICTh pO3BUJIACS B
MaTOJIOTiI0, TMOTPIOEH MYCKOBUA MOMEHT — [isi Ha OpraHi3aM I[E€BHUX YHWHHHKIB
cepefoBuIia. Y TeHe3l IMX 3axBOPIOBaHb — B3aEMOJIS CIAJKOBUX UYMHHHUKIB 1
cepenoBuiia. CXWIBHICTh BUSABISETHCS B 3MiHI HOPMH pEakIlii OpraHi3aMy Ha ii0

YUHHUKIB 30BHIIIHBOTO CEPEIOBHIIIA.
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Tak, y XxBopux Ha IIyKpOBHI [ia0eT 3MIHEHa HOpMa Ha TaKi 3BHYalHI Xap4yoBi
PEYOBHHH, SK KpOXmanib, ITyKop. L[i pedyoBWHW CTarOTh HAA3BUYAHHUM YHHHHKOM 1
IPU3BOIATH 0 TSKKHUX MOPYIIEHb BYTJIEBOJHEBOTO OOMIHY.

VY monmel, XBOpHMX Ha IMapaMiOTOHIIO, 3MiHEHAa HOpPMa peakiii Ha XOJIOf,
temrepatypa 10-12°C cnpuunHioe y HUX TOHIYHI cyJoMHU. CXWIBHICTH JI0 HIrMEHTHOI
KCEepOJepMHU 3yMOBJIEHA HAIUYTIUBICTIO O YyJAbTpadioideTOBUX MPOMEHIB. Y THX, XTO
CTpaXKJa€ Ha aJepriiiHi 3axBOPIOBaHHs], 3MIHEHa HOpMa peakilii Ha pi3HI PEUOBUHU
(ayieprenu), MO NOPU3BOAUTH JI0 AQJEPriUHUX pEAKIid, 10 MOXYTh BHUSIBISATUCA
BHUCHUIIKAMH, CBepOeXeM, KaluieM, 3aJMIIKOI0, HamajaMyd OpOHXI1aJbHOi acCTMHU TOMIO.
[lomireHHO yCHaaKOBYIOThCS M Jiedki (1310JI0TI4UHI OCOOJMBOCTI OpraHi3Mmy: pO3yMOBI
3110HOCTI, TPUBAIICTD KUTTS, CXHJIbHICTD 10 1HPEKIIIHIX 3aXBOPIOBAHb TOIIIO.

MynbeTu(akTopiajibHl XBOPOOHU YU XBOPOOH 31 CHAJAKOBOIO CXHJIBHICTIO CKJIAIal0Th
y nmaHuii 4Yac 92% Bim 3aragbHOi marosiorii  JoauHA.  MexaHi3M  pO3BUTKY
MYyJIbTU(GAKTOPIAIEHOTO 3aXBOPIOBAHHS — IMATOJIOTTYHUNA (DEHOTUIT BUABIAETHCA TOI,
KOJIM CyMapHa Jis FeHETUYHUX 1 (PaKTOpIB Cepe/IOBUILA JOCITAE YU MEPEBUIILYE JESIKE
IpaHUYHE 3HAUYEHHS CXUIIBHOCTI.

Ipuknadamu mynemupaxmopianbHux 3axXe60pr08aHs €:

1) XBOpOOU CepIIeBO-CYANMHHOI CUCTEMU: TIMEPTEH31s, pEBMATH3M, aT€POCKIEPO3,
OOJIITepyIOUHi eHIAPTEPIIT;

2) MICUXIYHI XBOpOOMW: IM30(peHis, CEeHUIbHI TNcuXo3u (neski (opmm),
MaHiaKaJbHO-ACTPECUBHUMN TICKX03, HenudepeHIliiioBana oiropeHis;

3) HEpBOBI XBopoOu: emuyencis (neski (GopMu), NapKIHCOHI3M, MIAcTeHis,
MITPEHb, CAPUHTOMIETIS;

4) XBOpOOU OpraHiB TpPaBIICHHS: BHpA3KoBa XBOp0oOa, LMPO3 MEUIHKH (JesKi
dbopmu), XpOHIYHUHN KOJIT;

5) MOPYIICHHS OOMIHY PEYOBMH Ta CHJIOKPHHHI XBOpOOW: mojarpa, IyKpOBUU
miaber (mesiki popmu), TOKCUYHUH 1 BY3JI0BHi 300, 300 ["ammimore, Mikcenema

(mesxi popmu), cunapom luenka-Kymrinra;
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6) aHoManii pPO3BHUTKY: aHeHUe(amis, CIMHHOMO3KOBAa TpIKa, Triapouedaris,
MPUPOHKEHNH BHUBHUX CTErHA, KIHCbKA CTOMNA, KIMIIOHOTICTh, HE3POIEHHS

ryou 1 miaHeOiHHS, MPUPOHKEHUN MIIOPOCTEHO3, MPUPOJKEHI Bagu Cepls,

xBopob6a ['prmpynra;

7) XBOpOOHM OpraHiB auxaHHs: eMdizeMa JiereHb, IMHEBMOCKIIEPO3, OpOHXiajbHA
acTMa;

8) XBOPOOH CEYOCTATEBOT CUCTEMH: POJUHHUNA HEPPUT, MOJIIKICTO3 HUPOK;

9) IIKIPHI 3aXBOPIOBAHHS: TICOpia3, eK3eMa, HeHPOIePMITH;

10) ouni Ta BymHI XBOpOOW: TJayKoMma, 3JI0SAKICHI MIOIaTisi, KOCOOKICTb,
OTOCKJIEPO3;

11)  ypakeHHs CKeJleTa: CKOJII03H, aHKIIO3UBHUMN CITOHIUIIOAPTPHT;

12)  3axBOproBaHHS KpOBIi: NEpHilio3Ha aHeMisi, XBopoba Bepmbroda, cripaBxHs
MOJIITUTEMISI.

s xBopoO 31 CHAJAKOBOIO CXWJIBHICTIO XapaKTepHI BCl O3HAKU MOJIT€HHOTO

yCHa/IKyBaHHS:

YUM MEHIIIE TPAIUIAETHCS XBOPOOa B MOMYJIAIIi, TUM BUIIUN PU3UK I POIUUIB
npoOaHa;
- YUM CWIbHINIE BHpPaXeHa XBOpoOa B MpoOaHAa, TUM BUIIUNA PU3MK JJs HOTO
POJINYIB,
- PU3UK JUIsl poAnyYiB poOaHia Oye BUILMM, SIKIIO XBOPUH — KPOBHUI pOInY;
- SIKIIO PI3HUIA B YacTOTI 3aXBOPIOBAHHS 3aJCKHUTh BiJI CTaTi, TO PHU3MK IS
poauuiB OyJe BUIIMM B TOMY pa3i, KOJU MpoOaH] HaJICXKHUTh 0 CTaTi, sKa
ypakaeThCsl MEHIIIE.
MynbsTudakTopiajibHi XBOpOOM TpU BCiM CBOIM PI3HOMAHITHOCTI MAarOTh JEsKi
CHUIbHI PUCH:

1.Bucoka gactoTa B MOMYJIAIIII.

2. IcHyBaHHS KJIIHIYHUX (OPM, sIKI YTBOPIOIOTH HETIEPEPBHUMN Psfl, BiJl MPUXOBAHUX
CYOKJTIHIYHUX J0 PI3KOBUPAXKEHUX MPOSBIB.

3. butbl paHHIN MOYaToK 1 JAedKe MOCWICHHS KIHIYHUX TMPOSBIB Yy HACTYIHUX

97



MTOKOJIIHHSX.

4. 3HayHi cTaTeBl 1 BIKOBI PO3XOKEHHS B MOMYJIAIINHIN YaCTOTI HO30JOTTYHUX
dbopm.

5. BizHocHO HU3BKUI piBeHb 32 MaHI(DECTHUMHU MPOSIBAMU XBOPOOU Y MOHO3UTOTHUX
ONM3HIOKIB (HIKYE) Ta ICTOTHO TMEPEBUIYIOYHMM BIAMOBIAHUN piBEHb Yy JIU3UTOTHUX
OJIM3HIOKIB.

6. HeBinmoBiAHICTh 3aKOHOMIPHOCTEH YCHaJKyBaHHS MPOCTHM MEHJIENIBCHKUM
MOJEISIM. 3 OTJISIAy Ha PI3HOMaHITHI MEXaHI3MHU, 110 BIUIMBAIOTh Ha PO3BUTOK 1 Mepedir
XBOPOOH, HE BIAETHCS MPOCTESKUTH HITKUX 3aKOHOMIPHOCTEH Tiepenadi 3aXBOPIOBAHHS 3
MOKOJIIHHA JI0 TOKOJIHHA. AHami3 poAOBOJIB NpH MYJIbTH(PAKTOPIAIBHUX XBOPOOax
IPYHTYETHCS HE Ha 3akoHax [ .MeHzens, a Ha eMIIPUYHO OTPUMAHUX J1aHUX.

/. 3aJIeXXHICTh CTYINEHS PHU3HMKY [Js POJMYIB XBOPOrO BIiJ YAacTOTH XBOpPOOH B
nomyJsiii (BOHa THM BHWINA, YUM pIJIIE 3YCTPIYAEThCA JaHE 3aXBOPIOBAHHS); PHU3UK
3pOCTa€ 3 HAPOIKEHHSIM KOKHOTO HACTYIHOTO XBOPOIO, KpiM TOTO, BiH MiJBUIILYETHCSA B
MIpY 301IBIIEHHS CTYIIEHS TAAKKOCTI XBOPOOH MpoOaHa.

8. [loniOHICTh KIIHIYHMX Ta IHIIMX TPOSBIB XBOPOOM B HANOIMKYMX POIUYIB
npobaHja, MO0 BiAA3EpKaIIOE KOEPIIIEHT CMAIKOBOCTI (ISl TMOJIT€HHUX XBOPOO BIH
nepeuirye 50-60%).

I'pyna puszuxy npu myremughaxmopianvhux 3axeopiosanusax. Jlo AaHOl Trpynu
BIJHOCSTH OCIO 3 ypaxyBaHHSM BEJIMYMHHU CHAIKOBOIO OOTSKEHHS, SIKa 3aJIeKUTh BiJ
TSKKOCT1 3aXBOPIOBAHHS, CTYIIEHS CITOPITHEHOCTI 3 XBOPHM 1 YMCJIAa XBOPUX Yy POJIMHI.
BusiBneHHs Tpyn pU3MKY 3a JIONOMOTOK0 KIIIHIKO-T€HEAJOTIYHOTO METOHY A03BOJIsIE
e(EeKTUBHO MPOBECTU PaHHI JKYBaIbHO-IPODUIAKTUYHI 3aXOAM JJiA 0Ci0, CXUJIBHUX 0
PI3HHUX 3axXBOpIOBaHb. Tak, 3a HAsBHOCTI TIMEPTOHIYHOI XBOpPOOM B OJHOTO 3 OATHKIB
HEOOXiTHO KOHTPOJTIOBATH apTepialIbHUN THCK Y TUTHHU, PEKOMEHIYBATH A THUN PEIKUM.
VY nux poauH MOTpiOHO SKOMOTA paHillle MPOmaryBaTu 3J0POBHMA CIIOCIO JKUTTSI, a YieHaM
UX POAMH Tpeba TMOCTIMHO 3aiiMaTHCS CHOPTOM, JOTPUMYBATHUCS PEXUMY TIpaimi 1
BIJTIOYMHKY, OOMEKYBaTH CIIOKUBAHHS KYXOHHOI COJI. SIKIIO Taki 3BUYKU PO3BUBAIOTHCS 3

JUTUHCTBA, TO BOHM MOXKYTb MaTH npodinaktnyanii edext. CiMeiHmit JIikap TOBUHEH MaTh
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TICHUM KOHTAakT 13 poAMHOI0 XBoporo. [Ipu meprmiii ¢ikcamnii MiIBUILIEHHS apTepiaibHOTO
THUCKYy OCOOy 3 Tpynmu PH3WKY Tpeba B3ATH Ha AucIaHcepHuid oOmik. OcobnmuBa yBara
NOBUHHA TPUIUIATUCS POJUHAM, WIEHW SKUX CXWJIbHI JO TaKUX XBOPOO, SIK IyKPOBHIA
niaber, BUpa3koBa XBOpOOa, eMiIencis, Mu30(ppeHisl.

Tak, y BUManKy, SIKIIO OJUH 3 OaThKIB XBOPHM, TO PU3UK HAPOKEHHS IUTUHU 3
IykpoBuM niadetoM aopiBHioe 10%. OtTxe, icHye peanbHa HeOe3leKka PO3BUTKY JAHOTO
3axBOpIOBaHHS. UJIEHIB TakMX POAWH HEOOXIMHO TOCTAaBUTH HA JUCHAHCEpHUU OOIIK,
NeP10IUIHO TTPOBOAUTH MPOhIIAKTHYHI OTVISIN 13 3aCTOCYBAHHSM JI0JIATKOBUX METO/IIB.

5. 'eneTn4Hi XBOpPOOM COMATHYHHMX KJITHH (OHKOJIOTiYHi, HOBOYTBOPEHHS).
XBOpoOM reHeTHYHOI HECYMICHOCTI MaTepi Ta mjioaa.

I'enemuuni xeopoou comamuunux Knimun (OHKON02i4HI, HO6OymeopenHns). Taki
XBOpOOM BIJTHECEHI J10 OKPEMOI I'pylH CIAJKOBOi MaTojorii HeaaBHo. LlboMmy crpusiio
BUSIBJICHHSI TIPU 3JIOSKICHUX HOBOYTBOPEHHSX CIEUU(PIYHUX XPOMOCOMHUX TMEpPeOyI0B Y
KJIITUHAX, 110 BUKJIMKAIOTh akmueayiro oHkozeHié (peTUHOOIacTOMa, MmyxJivHa Bimbca).
Taki 3MiHM B T€HETMUYHOMY Marepiajil KIITHH € €TIONAaTOr€HETUYHUMU JJIsl 3JI0SIKICHOTO
POCTYy 1 TOMy MOXYTh OYTH BIJTHECEH1 O KaTeropii reHeTUYHOi marayorii. Bxke € mepii
JI0Ka3u TOTO, 110 CIIOPAJANYHI BUMAIKH BPODKCHHUX BaJl PO3BUTKY € PE3yJIbTaTOM MyTalliil
B COMaTUYHUX KJIITUHAX B KPUTUYHOMY IEpiofl eMOpioreHe3y. BimoBigHo, Takl BUMAAKU
MO>KHA PO3IJISIIATU K TEHETUYHY XBOPOOY COMAaTUYHUX KJIITHH.

[{imkoM MMOBIPHO, 1110 AyTOIMYHHI MPOLIECH 1 CTApPIHHSA MOXYTh OyTH BIIHECEHI 10
IT1€1 K KaTeropii reHeTUYHO1 MaTajorii.

Xeopoou, aKi GUHUKAIOMb NPU HECYMICHOCHI Mamepi ma naooa 3a AHMUZEHAMU.
XBopoOHU, sKI BUHHMKAIOTh IPH HECYMICHOCTI MaTepl 1 IUloAa 3a aHTHUIeHaMH (Ae2),
PO3BUBAIOTHCA B pe3yJIbTaTi IMyHHOI peakiiii Matepi Ha aHTureH (4e) wiona. Kpos mioga
B HEBEJMKIA KUIBKOCTI MOTpAIIsi€e B OpraHi3M BariTHoi. SIKiIo moiija ychnajakyBaB Bij
Oatbka Takuii aneiab Ae (Aet), sKoro Hemae y marepi (Ae ), TO OpraHisM BariTHO{
BIJIMIOBIJIa€ IMYHHOIO pEakili€ro. AHTHUTLIa MaTepi, MPOHHMKAIOYM B KPOB IUIOJA,
BUKJIMKAIOTh Yy HBOrO IMyHHUW KOHQikT. Haiibinemr TtumoBe 1 100pe BUBYEHE

3aXBOPIOBAHHS IIi€] TPYNMU — TEMOJITUYHA XBOpOOa HOBOHAPO/KEHUX, sIKAa BUHUKAE B
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pe3ynbTaTi HecymicHocTi Marepi 1 tuioga 3a Rh-4e. XBopoOa BUHWKAE B THX BHUIAIKaX,
Kosu Matu Mae Rh™ rpymy kpoBi, a mwrix ycnaakysas Rh+ anens Bix 6aTbka.

IMyHH1 KOH(IIIKTH BIIMIYarOThCS 1 IPU HECYMICHUX KOMOiHaIisaX 3a Ae rpynu ABO
MDX BariTHOIO 1 IiooM. B 1miiomy 1si rpyma ckiajgae 3Ha4Hy 4YacTUHY mMarojorii (B
NesKUX nonyssisax y 1% HOBOHApPOIKEHHUX) 1 IOCUTh YaCTO 3YCTPIYAEThCS B MPAKTHUIIL
aKymiepa-riHeKkosora Ta B MEAMKO-TeHEeTUYHUX KOHCYJIbTAIlIsX.

6. eHeTHYHA reTeporeHHiCTh CNAIKOBUX 3aXBOPIOBaHb. I'eHoKomii.

Tepmin reHeTnyHa reTeporeHHicTh Brepiie 3amnpoBaauB C.M. JlaBunenkos. Lle
O3Hauae, MO0 KIiHIYHA (QopMa CIAagKOBOTO 3aXBOPIOBAHHS MOXKe OYyTH 3yMOBIIEHA
MyTalisIMH B PI3HUX JIOKycax a00 pI3HMMH MYyTallIMH B OJIHOMY JOKYCl (MHOKHMHHI
anent). [Ipu nboMy mMae Miciie KIiHIYHA CXOXKICTh (DEHOTHITY.

['eHeTMYHA TE€TEPOreHHICTh MOLIMPIOETHCA HA BCl OUIKM OpraHi3My — BHHHKAE
CIaJIKOBE TIOPYIICHHS CUHTE3Y PI3HUX OLIKIB a00 PI3HMX BapiaHTIB OJIHOTO 1 TOTO K OLIKa.
['eHeTHYHa TETEPOTreHHICTh MOKE€ OYTHM 3yMOBJIEHa MYTalisIMM B pI3HHUX JIOKycax
(MDKIIOKYyCHA reTeporeHHicts). Hampukman, cunapom Enepca-Hanno (11 dopwm),
rimkoreHosu (monan 10 gpopm), HeripodidpomaTos (6s1mu36K0 6 hopm).

JIKepenoM TeHeTHUYHOI IeTepOreHHOCTI 1 BUCTYMAalOTh MyTalli B OJAHOMY JIOKYCI
(BHYTPIITHBOJIOKYCHA T€TEPOTeHHICTh). [Ipu 11bOMy pi3HI MyTaHTHI ajiell MPOSIBISIFOTHCS
dbeHoTunHO HeoaHaKoBO. Hanpukian, pizHi B-Tamacemii, MyKoImoJicaxapu1034 Ta iH.

BcraHoBiieHHsT  CTymeHsi TEHETHMYHOI TEeTEpPOTeHHOCTI CMaJKOBHX  XBOPOO
IIPOBOJIATH HA PI3HUX €Talax BUBYCHHS: KJITHIYHOMY, BU3HAUCHHS TUITY YCIIaJIKOBYBaHHS
1 JoKami3alii reHa, BCTAHOBIIEHHI THUNY O10XIMIYHOIO J1e(DEeKTy, MOJEKYJSIPHOI OCHOBU
mytamii Ha piBHl JIHK. KommiekcHuM 3acToCcyBaHHSIM 3a3HAuY€HUX CHOPSIMYyBaHb
BUBYEHO JIEKLJIbKAa ()OPM HEPBOBO-M’SI30BHUX AUCTPOPiii, CrIaKOBUX POPM KapIUKOBOCTI,
reMOTJIO0IHOMNATIM, TIIIKOIeHO31B.

Comamuyni mymayii — 116 3MIHH CHAaJKOBOTO XapakTepy B COMATUYHUX KJITHHAX,
K1 BUHUKAIOTh HA PI3HUX €Tamax po3BUTKY 0coOMHU. BOHM WacTo He mepeaaroThes mo

CHAaJKOBOCTI, a 3aJUIIAI0THCS, IOKH KMBE OPraHi3M, 1110 3a3HaB MYTallIHOTO BILJIUBY.
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['eHOMHI, XpOMOCOMHI 1 TeHHI a0epailii B COMaTUYHUX KIITHHAX € HACIIIKOM Iii
MyTareHHUX YWHHUKIB. Y JIIOJWHU 1€ eTIONOoTriyHI (haKTOpU CIAJKOBHX XBOPOO.
3axBOPIOBAHHS, 3YMOBJICHI T€HOMHHMMHU (3MIHA YHCJIa XpPOMOCOM) 1 XPOMOCOMHHUMU
(3MiHA CTPYKTYPH XPOMOCOM) MYTAIlIIMU, HA3UBAIOTHCS. XPOMOCOMHUMU, IO CKIIAAI0Th
0,5 — 15% Bcix cnmaakoBUX XBOPOO.

l'enni, abo mouxoei mymayii — 11e pe3ynbTaT MOJeKyJapHuX 3MmiH HapiBHi JTHK. ¥V
JIOAVMHU BOHU BUKJIMKAIOTH T€HHI XBOpOOW. PEHOTUMIYHO T€HHI MyTallli BUHUKAIOTh Ha
MOJIEKYJIIPHOMY, KJIIITHHHOMY, TKAHUHHOMY 1 OpraHHOMY piBHSX. I'€HHI MyTallii MOAUISIOTh
Ha OJJHOCANTOBI (OXOIUTIOIOTH 3MIHM OJTHOTO CalTy) 1 OaraTocalfToBi (OXOILIIOIOThH IEKUTbKa
CaTiB TeHHoro Jokycy). ComaTuyHl MyTallli BHUKOPHUCTOBYIOTh y OpPraHi3MIB, Kl
PO3MHOXKYIOTHCSl BEr€TaTHUBHO, 1 CKJIaJIal0Th OCHOBY CEJIEKIIli KyJIbTYPHUX POCIHUH.

Axuo xpomocoMHa ab0 reHHa MyTallli PO3BUBAOTHCS MICIISl MEPIIOT0 MITOTUYHOTO
MOJIUTY 3UTOTH, TO MONIKO)KEHHS 3a3HA€ TIJIbKH YaCTUHA COMATHUYHMUX KJIITHH 1 1HJIUBI]T
Oyne MO3ai4HMM 3a JJaHUM TeHOM. Take SIBUIle OTpUMAalo Ha3By Mo3zaiyusm. B omgHHX
KIITUHAX Oyae (QyHKUIOHYBaTH HOPMAJIbHUW ajeib, B IHIIUX — MYyTalldHUNA abo
natojoriuauii. [Ipu oMy, Ha BIIMIHY BiJ JIETQIBHOCTI, TIPU YPKEHHI BCIX KIITHH Y
MO3aiYHOMY CTaHl HE O0OB’SI3KOBO MOPYIUYETHCS KUTTEAISUIBHICTD OpraHi3My, BUHUKAE
(bYHKIIOHAILHUN MO3aiIU3M.

3a yMOB BUHMKHEHHS T€HHUX MYTalliil y pI3HUX JIOKycaxX KJIiHIYHA KapTHHA T€HHOTO
CIaJKOBOT'0 3aXBOPIOBaHHS (POPMYETHCS BHACIIIOK MOPYIICHHS PI3HUX MATOT€HETUYHUX
naHok. Ilpu mpomy QenoTunHi edexTn MyTariil pi3HUX TEHIB 00 €AHYIOTHCA B OIHY
rpymy, ToOTO A0 OAHIEL TPYIM BXOJATH PI3HI T'€HETHYHI 3aXBOPIOBAaHHS (MyTalli y pi3HUX

JIOKycax), TaKl BUMAJIKU HA3UBAIOTh 2€HOKONIAMU.

Iumannsa ona camokonmpono:
1. CmankoBi XxBopoOu, iXHE BUSHAUCHHS, TPUYUHHU TOSBH Ta Kiiacudikarris.
2. CnaakoBICTh 1 KJIIHIYHA KApTHHA XBOPOOH.
3. CnaakoBICTh 1 pE3yJbTaTH 3aXBOPIOBAHHSI.

4. MonHorenHi (MOJIEKYJISIPHI) 3aXBOPIOBAHHS.
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8.
9.

XPpOMOCOMHI 3aXBOPIOBaHHS.

MyneTudakTopiaibHi 3aXBOPIOBaHHS (IIOJIITEHHI 3aXBOPIOBaHHS 31  CHAJKOBOIO
CXWJIBHICTIO).

I'eneTnaHi XBOPOOM COMATHYHUX KIIITHH (OHKOJIOT19HI, HOBOYTBOPEHH).

XBOpOOU TEHETUYHOT HECYMICHOCTI MaTepi Ta TUI0Ja 3a aHTUTCHAMMU.

I'eneTnuna FCTeporeHHiCTB CIIAAKOBUX 3aXBOPIHOBAHb.

10. Bpomxkeni Baay, ix knacudikamig. ['eHokomii.

11. IIpuHIMIHM TIKyBaHHS CIIaJIKOBUX XBOPOO.

12. TIpodinakTuka cragkoBUX 3aXBOPIOBAHb.

Jimepamypa:
Bbouxos H.II. Knuanueckas reaetuka. — M.: IDOTAP-ME]L, 2002. — C. 45-226.
Menmuuna Oionoris: [linpyunuk mns BH3 III-1V piBuiB Bukiaganus / 3a pen. B.M.
[Timraka, FO.I. baxopu. — Binauns: Hosa kaura, 2009. — C. 201-225.
[Tyrunuesa I’ M. Meauuna remeruxa: [Tinpyunuk. — K.: Meaununa, 2008. — C. 270-
342.
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MEJIUKO-TEHETUYHI ACHEKTH CIM’1

1. TloHATTS TPO MEOUKO-TEHETHMYHE KOHCYJIbTYBaHHS. OpraHizaimiss MeauKo-
TeHETUYHOTO KOHCYJIbTyBaHHS.

2. Etanu mMeamKo-TeHeTUYHOTO KOHCYJIbTYBaHHS.

3. Koncynpramii B pa3i  my’abTHdaKTOpiaibHUX  (TOJIN€HHMX)  CHaJKOBUX
3aXBOPIOBaHb.

4. TlpenaranbHa A1arHOCTUKA CHaAKOBOI marosorii. CydyacHi METOIU MPEHATABHOT
IarHOCTHUKH.

5. CKpUHIHT-TIpOrpaMHu 1 HOBOHAPOXKEHHUX.

6. I[lepcniekTuBU reHOTEpaNii.

1. IIoHATTS NPO MeIMKO-TeHEeTHYHE KOHCYIbTYBaHHs. Opranizamis Meauko-

reHEeTHYHOI0 KOHCYJIbTYBAHHSI.

He3Bakatoum Ha 3Ha4HI yCHiXW B 3amoOiraHHl ¥ JIIKyBaHHI CHAaJKOBUX XBOPOO,
MOKM 10 PaJUKaJIbHOTO JIIKyBaHHS Iii€i matojyorii Hemae. Ha cydacHomy etami
OCHOBHUM METOJ 3aro0iraHHs CHaJKOBUM 3aXBOPIOBAHHSIM — II€ MEIUKO-TCHETHYHE
KOHCYJIbTYBaHHSI CIMEH, OOTSKEHUX CIaIKOBOIO HETYTOI0.

OcTaHHIMH pOKamMHu 3HAYHO MOIIMpHUiacs MpoduIakTHKa CHaaKoBUX XBOpoO. Lle
MOB’S3aHO HAcamrmepea 13 3aCTOCYBaHHSIM Ha TPAKTUIl MEIUKO-TEHETUYHOTO
KOHCYJIbTYBaHHsI, MPEHATAIbHOI JIarHOCTUKM Ta BUBUYEHHS €TIONOTii ¥ maToreHesy
CIaJIKOBUX 3aXBOPIOBAHb.

MenruHa reHeTuka — 11 Hayka il OJIHOYaCHO 1 raiy3b OXOPOHU 310pOB’s. Sk ramysb
OXOPOHHM 3JI0POB’Sl BOHA Ma€ CICIiaJIbHI 3aKJIaau: KaOlHETH MEIMYHOT TeHETUKH, MEIUKO-
TEeHETUYHO! KOHCYJIbTallli, BUIILIM CHAJKOBOI TMATOJIOTIi HOBOHAPOKEHUX, MEIUKO-
TCHEeTUYHI IEHTPH, SIK1 HAJIAl0Th CTHEIIalli30BaHy MEMYHY JTOTIOMOTY HACEJICHHIO.

Onna 3 GopMm HamaHHS TaKOi JOTIOMOTH — MEIUKO-TEHETUYHE KOHCYJIBTYBAaHHS, BiJ
SIKOTO 3HAYHOIO MIPOIO 3aJICKUTh MpEeHaTalbHa 1 AUTSIYa CMEPTHICTh, HAPODKEHHSI TITEH 3

MPUPOKECHUMH BaJIaMU PO3BUTKY, MUMOBLJIbHI BUKHUTH1, MEPTBOHAPOKEHHS, TPUBATICTD
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KUTTS JTIOAUHU. TOMY BIIKPUTTS HOBUX 3aKJIaJiB MEIMKO-TCHETUYHMX KOHCYJIbTAIINA —
OJIMH 3 HAWTOJIOBHINMX TNUIAXIB 3HWKEHHS YacTOTH TNPHUPOKEHUX BaJ PO3BHUTKY I
CHAJIKOBUX 3aXBOPIOBaHb, SIKI BUSBISIOTHCS HE JIMIIE B HOBOHAPO/KEHUX, a M B 3pLIIOMY
Bill. ['0/loOBHE 3aBmaHHA MeAWKO-TeHeTHYHMX KoHCymbraiidn (MI'K) — me 3amoGiranHs
HApO/KYBaHHIO XBOPOI IUTUHU HA CHAJIKOBY IMATOJIOTIIO Ta 3 TSHKKUMH BaJlaMU PO3BUTKY.

B Vkpaini Taky 1onomMory HaJiatoTh:

- MiCbKi MeqKo-TeHeTn4Hi kabinetu (MI'K);

- MDKpalOHHI MEJIMKO-TeHETUYH1 KaOlHEeTH;

- obmacHi MeauKo-reHeTnyHi nentpu (MI'LY);

- JIbBIBCHKUI HAYKOBO-JIOCJIITHAM THCTUTYT CHAAKOBOI MATOJIOTII;
- YKpalHCbKUI HAYKOBUM LICHTP MEIMYHOI T€HETUKY;

- Kpumcekuii pecriyonikancekuii CMI'L;

- IGHTPY OXOPOHU MATEPUHCTBA i JUTUHCTBA,;

- IEHTPU MEIUYHOI TeHETUKU 1 penpOAYKTUBHOT METUITUHH.

Po6oToI0 MemuKO-TeHeTUYHOI CIIy>)kOM B YKpaiHi Kepye KoopauHaiiiiHa Pama 3
MEAUYHOI TEHETUKU Tpu MIHICTEpCTBI OXOpPOHU 370pOB’St YKpaiHM Ta TOJOBHUU
cneuiamict MO3 Ykpainu.

KaGinetn MaroTh OyTH y BCIX MICTax, Jie YUCETbHICTh HaceneHHs nepesuiiye 100 Tuc.
YOJIOBIK, a MeIMKo-TeHeTnyH1 neHTpr — 300 TuHc. 1 Oibine. BoHU cTBOPIOIOTHCS Ha Oa3ax
palloHHUX Ta MICBKUX JIIKAPEHb 1 € CTPYKTYPHUMHU MiAPO3AUIAMHU IIUX 3akiaaiB. ['orgoBHE
3aBJIaHHS IIMX KaOIHETIB — BUABHUTU OCIO, Y SIKUX MiJO3PIOIOTH CHAJKOBY MATOJOTiIO0, U
HanpapiaTy ix 4o MI'K 1 MI'L]. Bouu npoBoAsSiTh TakoX YJIBTPa3ByKOBE JTOCIIIKEHHS
BariTHux. Jlo mrary cmiBpoOiTHUKIB MI'K 1 MI'L] BxomaTe mnemiatpu, axkyuiepu-
T'HEKOJIOTH, SIK1 MPOMIILIN CHeIliami3allito, 3 MeIUIHOI TCHETHKH.

Menuko-reHeTU4HI KaOlHETH CTBOPIOIOTHCS YIPABIIHHIM OXOPOHH 3/0pOB’sl Ha 0a3l
o0acHo1 (Michkoi) mikapHi. DaxiBIll TPOBOAATH KIIIHIYHE MPUHMaHHS, METUKO-TCHETUIHE
KOHCYJIbTYBaHHSI POJIMH, JIArHOCTUKY CMaJKOBOI MATOJIOTIi, MPEHATalbHY 1arHOCTHKY,

CEJICKTUBHUN CKPUHIHT, KOHTPOJIb 32 MACOBUM CKPUHIHTOM Y MOJIOrOBUX OyAuHKax. BoHu
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HAMpaBJIAIOTh Nali€HTIB 10 MikITikapHsHux MI'L] anst yTouHeHHs [iarHo3y, NponaryioTh
MEINKO-TeHETUYHI 3HAHHS TOIIIO.

MuixobnacHi MI'1] 3000B’s3aHi HajaBaTH CIICHIAI30BaHy JOMOMOTY HAaCEICHHIO
CBOTO PETIOHY 3 A1arHOCTHKH, JIIKyBaHHS W MPOQIIaKTUKUA CHAJKOBUX 3aXBOPIOBaHb. {0
mraty MI'L] BXomsaTh BHCOKOKBaII(PIKOBaHI JIKApI-TEHETUKH, TEAIaTpH, aKyIIepH-
IHEKOJIOTH, €HJOKPUHOJIOTH, NUTAYl HeBpomarosioru, daxismi Y3/, mikapi-nabopantu
(IMTOTeHETHKH, O10XIMIKH Ta 1H.), IHKEHEPU-TIPOTPaMiCTH, MEIUYHI CECTPH, (elbAlIepu-
7a00paHTH.

HaykoBo-gociHi IHCTUTYTH, KapeIpu MEAUYHOT TeHETUKA MEIMYHUX YHIBEPCUTETIB
MPOBOJATH AOCHIAHY POOOTYy i HaJaloTh JOMOMOTY XBOPHM 31 CHAJKOBOIO IMATOJIOTIEI.
Koopaunye HaykoBO-0CIiAHY pOOOTY 3 MEIUYHOT TEHETUKU Y KPATHCHKUI HAYKOBHUI ILIEHTP
meanuHoi reHetukn MO3 Vikpainm 1 HAH VYkpainun. Koopaunamito poboTH Menuko-
TeHETUYHOI Cyk0u Ykpainu 3miiicHioe Pama 3 mennunoi reneruku npu MO3 Ykpainu.
[Ilopoky Bi1OyBatOThcst KOH(EPEHIIli, Ha SKUX MIJCYMOBYIOTh POOOTY, ITPOBEJEHY 3a PIK, a
OJIMH Ha 5 POKIB — 3’13/ MEIUYHUX T€HETUKIB Y KpaiHHU.

Hespakatoun Ha 3Ha4yHI yCmiXM B MNpOPUIAKTUIN ¥ JIKYyBaHHI CHAJKOBHX
3aXBOPIOBaHb, HA CYYaCHOMY €Tall PO3BUTKY MEIWIIMHA JOMOMOTa B pa3i NEBHHUX
TEHETUYHO 3YMOBJICHUX XBOPOO HE 3aBXKIM MOXKe OyTH paaukaibHOI. ToMy OCHOBHUM
METOJIOM TMPO(PUIAKTUKA TaKUX XBOPOO € MEIUKO-TEHETUYHE KOHCYJIbTYBaHHS POJUH 3
OOTSKEHOIO CIAaIKOBOIO MATOJOTIERO.

TakuM 4MHOM, MeOUKo-2eHemuuHe KOHCYIbMyS8aHHA — 11e KOMYHIKaI[lITHUNA npo1iec,
MOB’SI3aHUKM 3 BUPIMICHHSAM MPOOJIEM IIOA0 TOSBH PHU3UKY CIIAJKOBHX 3aXBOPIOBAaHb Y
pOIMHI; CHeliali3oBaHa MEAMYHa JOMOMOra; HaWOUIbII pO3MOBCIOMKEHA (Qopma
pOo(dUIAKTUKH CTIaIKOBHX XBOPOO.

OcHo6HI 3a80aHHSI MEOUKO-2eHEMUUHO20 KOHC)IbINYBAHHSL:

1) BCTaHOBJCHHS TOYHOT'O JiarHO3Y MPUPOKCHOTO UM CIAAKOBOIO 3aXBOPIOBAHHS;
2) BU3HAUYCHHS TUITY YCHaIKyBaHHS 3aXBOPIOBAHHS B IaHIM POAMHI;
3) po3paxyHOK BEJIMUMHU PU3HMKY ITOBTOPEHHS 3aXBOPIOBAHHS B POJIMHI;

4) MOSICHEHHS 3MICTy MEIUKO-T€HETHYHOTO MPOTHO3Y TUM JIFOIAM, III0 3BEPHYJIHCS 3a
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KOHCYJIbTAII€10;

5) nUCIaHCEpHE CIOCTEPEKCHHS 1 BHSIBJICHHS TPYIH TMIABUIICHOTO PH3UKY CeEpel
POAMYIB 1HMBIAA 31 CIIAJIKOBOIO XBOPOOOIO;

6) mpomnaranja MEJUKO-TCHETHYHUX 3HAHb CePeJI JIIKapiB 1 HACEIICHHS.

OTxe, MeIUKO-TEeHETUYHE KOHCYJbTYBaHHS € OJHUM 13 BHIIB CIEIiai30BaHOl
MEIUYHOI IOTIOMOTH HACEJICHHIO, SIKa CIIPSIMOBAHA TOJIOBHUM YHMHOM Ha 3aro0iraHHs MOSIBU
B POJIMHI XBOPHX 31 CHaKOBOIO MATOJIOTIEI0, TA HATAETHCA JIKAPEM-TEHETUKOM 1 TOJISTae y
BU3HAYEHHI MPOTHO3Y HAPOHKEHHS JUTUHHU 3 YPOJKEHOIO Ta CMaJIKOBOIO MATOJIOTIEI0 B
ciM’i, po3paxyHKy BIpOTITHOTO PH3WKY TMATOJIOTii Ta HamaHHI iHpopMarli O6aTbkam s
MIPUAHATTS PIICHHS 11010 HAPOHKCHHS TUTHHH.

Tlokazanns 01 MeOuKo-eeHemuyH020 KOHCYIbIY BAHHSL.

- HapO/DKCHHS TUTHHHM 3 IPUPOIHKCHUMH BaJlaMU PO3BUTKY

- OWH 13 0aThKIB XBOPHIA;

- BCTAHOBJICHA YW II1JIO3PIOBAaHA CIIaJIKOBA XBOPOOA B POJIMHI;

- 3aTpuMKa (p13UYHOr0 PO3BUTKY YK PO3YMOBA BIACTANICTh Y JUTHUHU;

- TIOBTOPHI CIIOHTaHHI a00pTH, BUKU]IHI, MEPTBOHAPOXKCHHSI,;

- ONMU3BKOCMOPIHEH] HUTIO0U;

- BIK BariTHOi MoHaa 35 poKiB;

- HECTPUATIWBI BIUIUBH (PAKTOPIB 30BHIIMIHBOTO CEPEJOBHINA B paHHIA TEpMiH
BariTHOCTI (1H(EKIIHI 3aXBOPIOBAaHHA, OCOOJMBO BIPYCHOI €TiOJOrii, MacHBHa
JiKapchKa Teparis, peHTTeHT-11arHOCTHYHI MTPOIICIypH; paaiallis Ta iH.);

- HECHPUATIMBUN nepedir BariTHOCTI;

- Oe3mniaHui nuto6 (3 poku B U001, a 1iTel HEMaE );

- TIepBUHHA aMEHOPEs B KIHKU;

- YCUHOBIICHHS JUTHHH.

Sk ye 3a3Havanocs, TOJOBHE 3aBJIaHHS MEINKO-TeHETUYHOTO KOHCYJIbTYBaHHS —
16 BHU3HAYCHHS WMOBIPHOCTI HApO/DKEHHS XBOpPOi JUTUHU B POAWHI MpoOaHAa;
CKJIQAA€ThCs 3 1HGOPMYBAHHS JIFOAWHH MPO PU3HK PO3BUTKY CHAIKOBOTO 3aXBOPIOBAHHS,

nepeaadi Horo HarlaakaMm, Ipo JIarHOCTUYHI Ta TePAreBTHYHI 1.
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KoHcynbTyBaHHS 3 IPHUBOy MPOTHO3Y HAIIAAKIB MOXKHA PO3IUINTH HA JIBI BEJHKI
TPyTIH:

a) nepcnekmugHe KOHCYIbMY8anHs — 11€ HaWO1IbI ePeKTUBHUN BUJ MPODITAKTHKN
CHAJKOBUX XBOPOO, KOJIHM PU3UK HAPOHKEHHS XBOPOI JUTHHN BU3HAYAETHCS III€ JI0 3a4aTTS
YM Ha paHHIX ii eTanax. Y 1bOMY BHUIAJKY MOAPYXOKs, HAalpaBJIeHE HAa KOHCYIIbTAIIIIO0, HE
Ma€ XBOPOi JWTHUHHU, aje ICHY€ MEeBHUN PU3HK 11 HAPOIKEHHS, IO IPYHTYEThCS Ha JIAHUX
TeHEaJIOTIYHOTO JOCTIKEHHS, aHAMHE3Y 4H repebiry 1aHoi BariTHOCTI,

0) pempocnexmugne — 11€ KOHCYJIbTYBAHHS 111010 3I0POB’S MaOyTHIX JITEH Micis
HApOJKEHHS B POJIMHI XBOPOi TUTHUHHU.

['OTOBHIM METOJIOM MEIUKO-TEHETUYHOTO KOHCYJIbTYBaHHS € TeHEATOTI1dYHUN
MeToZl. MOXIHMBICTh MPABWIBHO pPO3paxyBaTH TEHETUYHUN pHUBUK 3aJIEKUTh B
OCHOBHOMY BIJI TOYHOCTI BCTAaHOBJIEHOTO JlarHo3y 1 BiJ TIOBHOTHU 310paHuX
IEHEAJOTIYHUX JaHuX. 30upaHHA JaHUX I POAOBOAY Mae OyTH MaKCHUMAalbHO
BUYEPIIHUM 1 3pO0JIEHO JAyke peTenbHo. MiHiManbHuil o0csar iHdopmalii Mae
OXOILJTIOBATH B1IOMOCTI HE MEHIIIE, HI>)K PO TPU-YOTHUPHU MOKOJIIHHS.

2. ETanum MeQuKO-TeHeTHYHOT0 KOHCYJIbTYBAHHS.

KoHCynpTyBaHHSI TOBHHHE CKJIQJATUCS 3 JEKIJIBKOX €TaIiB AJg TOTO, 00 Jikap-
TEHETUK MIT JIaTh OOIPYHTOBaHY PEKOMEHJAIllI0 1 MArOTyBaTH JIIOACH J0 MPaBUILHOTO
cpuiHATTS nopaau. [lpu mpoMy mepen JikapeM BUHHKAIOTh HE TUTbKM T€HETUYHI, alie i
MOPATbHO-CTUYHI TUTAHHSL.

Ilepwuit eman KOHCYNbTYBaHHS IOYMHAETHCS 3 VMOUHEHHs OIa2HO3Y CNAOKOBOI
x60poou. 1le BUMarae GJIM3bKOrO KOHTAKTY MK '€HETUKOM 1 JlIKapeM-(paxiBLEM Y raimy3i Ti€i
MaToJIOTi, SIKa € MPEIMETOM KOHCYJbTYBaHHS (aKyiep, Meaiarp, HEBpOMATOJIOr Ta 1H.).
[TouyaTKOBUM MOMEHTOM JIIarHOCTHKH € KITIHIYHUM J1arHo3.

['eHeTHYHI MeETONM JIarHOCTUKHU JAal0Th 3MOTY BHOKPEMHUTH cepel OMU3bKUX 3a
KIIIHIKOIO 3aXBOPIOBAHb JIOMIHAHTHI, PEIECHBHI, ayTOCOMHI Ta 34eIUIeHl 31 CTaTTHo.
3’sicyBaHHS THUIy YCHAJAKyBaHHS Ma€ BHUpINIAJbHE 3HAYEHHS Y BU3HAYCHHI PHU3UKY
Hapo/pKeHHsT XBopoi muTwHH. 1I[00 ycTaHOBHTHM MeTOmHW, 3a SKAUMH OYIyTh IMPOBOIAMTH

OOCTEe)KEHHS, TEHETHKH CKJIQJAal0Th POJIOBIA 1 aHAM3ylOTh Horo. [leranbHo CckiaaeHui
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POJIOBI] Ja€ MOXKIIUBICTD HE JIMIIE BCTAHOBUTU THII YCIaIKyBaHHS MATOJIOTIT B POAMHI, a U
3’sICyBaTH T€HOTHI MPOOaH/Ia Ta JESTKUX HOTO POIUYIB.

Ha dpyzomy emani xoHCynbTyBaHHS 3aBJJaHHS JIIKAPS-TEHETUKA — GUIHAYEHHS PUSUKY
HApOOJICEeHHsT X8OPOI Oumunu (cknadants npocHo3y). Po3paxyHOK T€HETUYHOTO PU3HKY B
POJIMHI TIPOBOJUTHLCS IMIC/IS BCTAaHOBJCHHSA (200 MIATBEP/UKCHHS) J1arHO3y CHAJIKOBOI YH
YPOJDKEHOI MaToJIorii. 3a HEMOKIIMBOCTI BCTAHOBIICHHS TOYHOTO JIarHO3y BUKOPHCTOBYIOThH
PO3paxyHKH 3arajbHO MOMYIBIIMHUX PU3UKIB 3 1H()OPMYBAaHHSM TMAIIEHTIB IIONO IXHBOTO
BIJIHOCHOT'O XapaKTepy.

[ITo6 3pobuTH MPOTHO3, TEHETUK (OPMYITIOE TCHETUYHE 3aBIAHHS, BUPIIICHHS SIKOTO
IPYHTYEThCSI 200 HAa TEOPETHYHHX PO3pPAaxXyHKaX 3 BUKOPHUCTAHHSIM METOJIB TEHETUYHOTO
aHai3y W BapialliifHOi CTaTUCTHKM a00 Ha EMITPUYHUX JaHUX. BUXITHUM IyHKTOM Yy
BU3HAUYEHHI PH3UKY € pOJOBII pOAUHHU. PO3paxyHOK pH3MKY B pa3l MOHOI€HHOI'O
yCIIaIKyBaHHS IPYHTY€EThCS Ha 3aKOHaxX MeHiens.

['eHeTnyHU pU3KK — 1€ WMOBIPHICTH TMOSIBU TEBHOI aHOMaii B TOTrO, XTO 3BEPHYBCS
(ipo6anyia) aGo Horo Hamakis. HMoro BU3HAYAIOTh JBOMA CIIOCOOAMH:

1. TeoperuuHi po3paxyHKH, IPYHTYIOTbCS Ha TEHETHYHMX 3aKOHOMIPHOCTSIX,
BUKOPHUCTOBYIOTH JUISI MEHJICITIBCHKHX XBOPOO.

2. Jlis HEMEHIEMBCBKMX 1 XPOMOCOMHHX XBOPOO KOHCYJIBTYBaHHS TIPYHTYIOTHCS
NEPEBAKHO HA EMITIPUYHUX JaHUX, TOOTO Ha (DAKTUYHUX CIIOCTEPEKEHHSX, a HE Ha
TEOPETUUHUX TepenyMoBax. PoO3paxyHOK pHU3MKY MYJbTH(PAKTOPIAIEHUX XBOPOO
IPYHTYEThCSI HAa EMIIIPUYHHUX JAaHUX TPO MOMYJSINHY W CIMEHHY MOIIMPEHICTh
KOHKPETHO KOKHOTO 3aXBOPIOBAHHS a00 MPO BaJI PO3BUTKY.

Ha mpemuvomy emani nikap NoBUHEH AIWTH BUCHOBKY NPO PUSUK BUHUKHEHHS X80POOU 8
oimeul oocmedxcysanux. CKIanaodd peKOMEHIAII, JIKap Ma€ BpaxyBaTy TsHKKICTh CIMEHHOT
IaTOJIOTI1, BETMUMHY PU3HKY HAPOKCHHS XBOPOI IUTHHU Ta MOPAJIBHO-CTHYHHIA OiK TTUTAHHS.

Pexomenpanii moao AITOHAPOKEHHS MalOTh OCOOJIMBO BEIIMKE 3HAYCHHS B TAKHX
BUTAJKaX, K CyOJeTalbHI ¥ JIeTaabHI T€HHI 3aXBOPIOBAHHSA, TSDKKI XPOMOCOMHI XBOpOOH,
ayTOCOMHI 1 3UeIJIeH] 31 CTaTTIO JOMIHAHTHI M PELECHBHI 3aXBOPIOBAHHS, TICUXIUH1 HEIYTH Ta

POJIMHHI TUTIOOH.
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Yemeepmuii (3axioynuii) eman — nopaoa iiKapsi-eeHemuka cim’i, 10 TOJIATaE B
J0MOMO31 0aTbkaM y MPUUHATTI MPaBUIILHOTO pilieHHs. BiH moTpebye HaiOUIbIIOT yBar.

Jlns mocsATHeHHS METH KOHCYJbTAIlli mij yac Oeciau 3 mali€eHTaMu JIIKap-TeHEeTHK
MMOBUHEH YypaxyBaTH OCBITY, COIAJIbHO-€KOHOMIYHWI CTaH pOJAWHH, OCOOHMCTOCTI
MOJPYXKSI, IXHI B3aEMOCTOCYHKH TOIIIO.

Ha cphoroani Tinbku He3HauHe 4ucio poauH (He Outbmie 10%), sskum moTpiOHA
mopajia JKaps-TeHEeTHKa, 3BEPTAETHCS 3a TAKOK CIEIialli30oBaHO0 JomomMoror. [lpu
poMy Ounbie 50% HampaBiIeHUX Ha KOHCYJBTAII0 OCI0 MalOTh HEMPABHUIIbHI TTOKa3aHHS
i 11 poBefieHHsI. LIs1 HeBIMOBIIHICTh MIXK BETUYMHOIO MOTEHITIITHOTO KOHCYIbTYBaHHS
1 3BEpTaHHAM 3a HHUM TOB’si3aHa 3 OOCTaBMHAMU: 1) HEAOCTATHIM PIBHEM MEIUKO-
TeHETUYHHX 3HaHb Yy JIIKapIB 1 HACENECHHS; 2) HEJOCTAaTHIM PO3YMIHHSAM OpraHi3aTOpamu
OXOPOHH 3J0POB’Sl 3HAYCHHS MEAMKO-TEHETUYHOTO KOHCYJIBTYBAaHHS SIK METOMY
npo(UTAKTUKHN CHAJAKOBUX XBOP0O. MeauKo-reHeTHYHe KOHCYJIbTYBaHHS [MOBUHHO CTAaTH
CKJIAJIOBOIO KOMILJIEKCY 3aXO0/1B, CIPSIMOBAHUX Ha OXOPOHY 3/I0POB’Sl MaTepi ¥ IUTUHU, HA
3HIDKEHHS TIPEHATalbHOI CMEpPTHOCTI, TOMY OCOOJIMBOTO 3HAYCHHsS BapTO HAJATH
nporaral/ii 3HaHb y Tally3l KIIHIYHOI T€HETUKH JUIsl TPAKTHYHUX JIKapiB aKyIepiB-
T'1HEKOJIOT'1B, HEOHATOJIOTIB, HEBPOIATOJIOTIB, TEPAINEBTIB, OHKOJOTIB. BaXJMBUM
npo(dUIaKTUYHUM 3aX0J0M BHUHHMKHEHHS PaHHIX aHOMalli y HamaAKiB € IIHpoKa
CaHITapHO-TIPOCBITHSI MIPOIIAraH/ia sik cepesl TOPOCIOro HACEJICHHs, TaK 1 CEepel MiTITKIB,
AK1 CTAaHYTh POJIOHAYAJIbHUKAMU HOBUX, (DI3UYHO 1 pO3YMOBO 3A0POBHUX MOKOJIHb.

3. Koncyasbranii B pasi myabTudakropiajbHux (MOJIreHHUX) CHAJKOBHX
3aXBOPIOBaHb.

3a UM TUIIOM YCIaJIKyBaHHSI BCTAHOBUTU T'€HOTUIHU OATBHKIB 1 Mepea0aYuTH iXHIN
PO3MOJIITT y HAIIAJIKIB HE BAAETHCA, OCKUIBKH YCIMAIKyBaHHS TOJIT€HHUX 3aXBOPIOBAHb
BiIOyBa€ThCc HE 3a 3akoHamMu MeHnensa. TeopeTHuHu aHaji3 3aCTOCYBaTH HE MOJXKHA,
TOMY KOPHUCTYIOThCS EMIIIPUYHUMHU JaHUMH. [CHYIOTh CHeIliaNibHI TaONHIl, B SKUX
HaBEJIEHO TOKA3HUKH EMITIPHYHOTO PU3UKY 3aJIEKHO BiJl CTaHy 37I0pOB’sl OATHKIB, MiTEH Ta
IHIIMX POJUYIB 1 (POPM 3aXBOPIOBAHHA. Y TAaKOMY BUNAJKY BaXKJIUBO MaM’STaTH, 110 PU3UK

3MIHIOETBCS 3aJIEKHO BiJ KUIBKOCTI YpaK€HHX Y POJMHI Ta iXHBOI CHOpigHEHOCTi. Tomy
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OLIIHIOBAaHHS €MITIPUYHOTO PU3UKY Ma€ 3/1MCHIOBATHCS 32 HAWMOBHIIIOI T'€HEAIOTIYHOIO
iHpopmariero. KpiM TOro, momireHHi 3axXxBOPIOBAHHS MOXKHA BUSIBUTH 32 aMHIOTHYHOIO
PIAMHOIO 3a JIOMOMOTOK0 O10XIMIYHOTO, IIMTOJIOTIYHOIO Ta IHIIMX METOJIB MpPEeHAaTaIbHOI
JIarHOCTHKH.

Emnipuynuii  pu3uk y BUNAAKY XPOMOCOMHHUX 3aXBOPIOBaHb, 3YMOBJICHUH
KUTbKICHUMHU a0epalisiMid XpoMOCOM, IyXK€ He3HauHud (He mnepeBulrye 1%), sSKIo B
KOJTHOTO 3 0aThKIB HEMA€ XPOMOCOMHOI aHOMAJTIi Ta 1HIUX YAHHUKIB PU3HKY (HAITPHUKIIA],
BIK Marepi). BUHITKOM € TpaHciokartii. SKio B poauHi BXe € TUTHHU 3 XBopoOoro JlayHa
(reromumii Tun 47, XX+21), ToAl pU3MK HApOMKEHHS XBOPOi JUTHHU 3POCTAE 3 BIKOM
Martepi, ajie IKII0 MaTH MoJIoAa (BIKOM 25-35 pOKiB), TO pU3HUK HE Jy’KE BUCOKHIA.

byno 0 imeanbHO, MO0 KOXKHA CiMEWHA mMapa MPOWIUIA MEIUKO-TEHETHYHE
KOHCYJIbTYBaHHS 1 0OCTEXEHHS 1Ie A0 3a4arTs. JIuie Tomai ciij] MIaHyBaTH BariTHICTh Ta
HapOJUKCHHS TUTHUHU, 00 KOXKHA BAriTHICTH Oyjia 0a)kaHOIO 1 3aKiHYMJIACS HAPOHKCHHIM
310pOBOI IUTHHM.

4. IlpeHaTtajbHa JiarHOCTHKAa cHaakoBoi marosorii. Cy4dacHi meroam
NPeHATAJbHOI JIarHOCTUKH.

Ilpenamanwvna (0Oononozoea) diaznocmuka cnadkoeoi namonozii. 1le koMIuiekcHa
rajiy3b MEIWIIMHM, SKa IIBUIKO PO3BUBAETHCS; A€ MOMJIMBICTH J[1arHOCTYBaTU
PUPOIKEHI BaJId PO3BUTKY a00 CIAJKOBI 3aXBOPIOBAHHS TIJI0JIa HA PaHHIX CTaIisX HOTO
PO3BUTKY, L0 JoMoOMarae OaTrbkaM NPUIHATH PILIEHHS 100 NEpPEepUBAaHHS BariTHOCTI
a00 MAroTyBaTH POAMHY JI0 HAPOJDKEHHS XBOPOi NUTHUHU. JlOCHIIKEHHS 3 METOI0
MpEHAaTAJIbHOI JIIarHOCTUKHU MPOBOJISTH 32 JOTIOMOTOI HENpsIMUX (OOCTEKEHHS BariTHOI)
Ta npsMux (0OCTEXEHHS IUIOJA) METOJIB. Y [JaHUM Yac NpeHaTajbHA J1arHOCTHUKA
snivicHtoeThest B I 1 I TpumecTpax BariTHOCTi, TOOTO B TEPiOAM, KOJU Y BHIAJKY
BUSIBJICHHS 1aTOJIOTI1 IIIe MOKHA MepepBaTH BariTHICTh. Ha choroiH1 MOXKIIHMBA JIIarHOCTUKA
MPAKTUYHO BCIX XPOMOCOMHHUX CHHAPOMIB 1 0sin3bko 100 caakoBux XBopoO, O10XIMIYHUIA
neEeKT MpHU AKX BCTAHOBIICHUN BipOT1IHO.

HpeHaTaana )IiaFHOCTI/IKa ITOBMHHA BKJIIOYAaTH JABa CTallu.
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a) nepwiuli eman — BUSBJICHHS JXKIHOK (TOYHIIIE, POJAWH) 3 MiABUIICHUM PU3UKOM
HECIPUATIMBOTO B TCHETHYHOMY ITIJIaH1 pe3yJIbTaTy BariTHOCTI IPH MEIUKO-TEHETHIHOMY
KOHCYJIbTYBaHHI UM TIEPBUHHOMY OOCTEKEHI yCIX BariTHUX, Y TOMY YHCJI 3 BUKOPUCTAHHSM
METO/IIB MPOCIIOI0UO0i TIarHOCTHKH (MIKpOOIONOTIUHE TOCTIHKEHHS, MEIUKO-TCHETHYHE Ta
nabopaTopHe JOCIIHKEHHS );

0) Opyeuti eman — BJacHE MpeHaTalIbHA JIIarHOCTHKA, aHAI3U MPOBOJATHCS TIIBKU
KIHKaM, 1[0 MAatOTh (DaKTOPH PU3HKY.

Tloxazanus onsa npenamanbHoi 0ila2HOCMUKU.

1. Bik maTepi BU3HA4YCHH y 35 POKIB.

2. HasBHICTh y poavHI MONEPETHBOI JUTUHU 3 XPOMOCOMHOIO MATOJIOTIEI0, Y TOMY
quCIi 13 cuHIpOoMOM JlayHa (TornepeiHii aHeyCOMIK).

[lepedyn0BH 0AaTbKIBCHKUX XPOMOCOM.

HasiBHICTB y pOoIHI 3aXBOPIOBaHb, YCIAAKOBYBAHUX 34EILICHO 31 CTATTIO.
Cunnpom (pariibHOT X-XpOMOCOMHU.

I'emorno6iHonarii.

[Ipupompkeni nopymieHHs: MeTaboi3My.
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Pi3H1 cmaakoB1 3aXBOPIOBAHHS, 110 JIIarHOCTYIOThCSI MeToA0M 3uerieHHs 3 JJHK-
MapKepamH.

9. Hedextu HEpBOBOI TPYOKH.

10. Tummi moka3aHHs AJIs IUTOT€HETUYHO1 MPEHATAIBHOT TIarHOCTHKH.

Ineasueni memoou oOocnioycenns.  Jlo 1HBA3UBHUX METOJIB MpEHATATBHOI
MIarHOCTUKYU HAJIEKATh:

@) 00CNIONCeHHS AMHIOMUYHOL PIOUHU (AMHIOYenme3) — IPOKOJI TJI0JIOBOTO MiXypa 3
METOI0 OJIEp)KaHHS HABKOJOIUIIHOT PIAMHU 1 3JIYyHIEHUX KITAH AaMHIOHY TUIOJA.
JliarHOCTHYHE 3HAYEHHSI METO/Yy HE BHUKJIMKAE CYMHIBIB, 3[IMCHIOETbCA Ha 15-18 THKHAX
BariTHOCTI. Y 1ie# mepioq 06’eM amMHIOTHYHOI pinunu gocsirae 200 cm®. Pusuk yckiiaaHeHb
BariTHOCTI TIpH amHioleHTe31 cranoBuTh 0,2%. MeTos 1ae 3Mory BCTAHOBHUTHU CTaTh TJI0/IA,

BUSIBUTH €K1 CMAJIKOB1 3aXBOPIOBAHHS, 1110 MOKYTh BUHUKHYTH B IUTUHU B MaOYTHbOMY
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1 Ha TIACTaBl MEIWKO-TEHETUYHHMX I[IOKa3aHb BHPINIUTH THTAHHA TPO TEPEPUBAHHS
BariTHOCTI.

0) Oioncis xopiona SIK J1arHOCTUYHA TIpoLIeypa 3A1IMCHIOETCS B 1-My TpumecTpi (9-
11 tmx.) BaritHOCTI mix koHTpodem Y3JI. Lleit Merom mpoBOISATH 3 METOIO JOCTIHKCHHS
XPOMOCOM Ta KaplOTHITy TUI0/1a, 6€3 KyJIbTUBYBAaHHS iX Y MOKUBHUX cepenoBuiax. OTpumaHi
KJITUHU JTOCTIDKYIOTh i1 BUBUeHHs Kapiotuny, JIHK, crati mioga, ¢pepMeHTiB, HasIBHOCTI
reMoryiodiHomnariii. PaHHs mpeHaTanbHa MIarHOCTHKA CIAJIKOBHUX XBOPOO METOJ0M Oioricii
XOpiOHa J]a€ 3MOTy 3a IMOTPeOU NepeprBaTH BariTHICTh IIITXOM IITYYHOTO a0OPTY.

8) ¢hemockoniss — Bi3yallbHE JOCIIDKEHHS IUIOJA 3a JONOMOroro Qertockoma. [lpu
Cy4YacHIl THYYKO-ONTHYHIM TEXHIIl HE CKJIaJae BEIUKUX TpyAaHoiiB. OgHaK MeETo.
BI3YyaJIbHOTO OOCTEXKEHHS IUIOAA JUIsl BUSIBICHHS MPUPOKEHUX BajJ PO3BUTKY BH-
KOPUCTOBY€ETHCA PIJIKO — TUIBKU ITPU OCOOIMBUX MOKa3aHHAX. BiH BukopucrtoByeThes B 11-
[T Tpumectpi (Ha 18-23 tnxk.) BaritHOCTI. CripaBa B TOMY, III0 Mai»Ke BC1 IPUPOHKEHI BaIu
PO3BUTKY, SIKI MOXHa MOOAYUTH 32 JOTOMOI'OI0 ONTHYHOTO 30HJIA, JIarHOCTYIOTHCS 3a
nornomororo Y3/, 3posymino, mo mnpoueaypa Y3/l mpocrima 1 Oe3meuHima. [l
deTockomii MOTpIOHE BBEJEHHS 30HJA B aMHIOTUYHY MOPOKHUHY, IO MOKE BUKIIMKATU
YCKJIaTHCHHSI BariTHOCTI. BukuaHi Big3Hauar0ThCs B 7-8 % BUNaAKiB peTockormii.

2) kopooyenme3 — TOOTO B3ATTS KPOBI1 3 IMyTMIOBUHU; CTAJIM BUKOPUCTOBYBATH IIUPIIIC
IICAS TOTO, SK IO MPOLEAYPY MOYaIM 3IIMCHIOBATH IIia KOHTpojieM Y3JI, mpoBOIsATH Y
tepMmiH y [I-III Tpumectpi (3 18 mo 22 Trxro) BariTHOCTI. JIGHKOLIMTH KPOBI BUKOPUCTOBYIOTh
JUTS. BUBYCHHS Kap1OTUITY TUTO/Ia, BUSHAYEHHS CTaTl, IarHOCTUKU XPOMOCOMHHUX 3aXBOPIOBAHb
Ta TSDKKUX eH3uMomnatid. Koporenres € kpaimm MeToI0M, HIXK aMHIOLIEHTE3, TOMY 1110 KPOB
— 3pY4YHIIMA O0’€KT ISl LIUTOT€HETUYHUX (KYJIbTUBYIOTHCA JTIMQOLMTH), MOJIEKYJISPHO-
TeHETUYHHUX 1 010XIMIYHUX METO/IIB JIarHOCTUKH CIAJIKOBHX XBOPOO.

Heineazueni memoou oocnioxycennsn. 1li Meroagum He nNOTpPeOYIOTH
OINepaTUBHOTO BTpyd4aHHs. OCHOBHUM TaKUM METOJIOM IMPEHATAIBHOI NIarHOCTUKU €
YIBTPa3BYKOBE JTOCITIJIKEHHS (Y31, exorpadis, yIbTpacoHorpadis,
enexkTpokapaiorpadis). MeToa rpyHTYeTbCSl Ha MPOMYCKaHHI Yepe3 YEPEeBHY MOPOKHUHY

YIBTPA3BYKOBUX XBWJIb, K1 TICIS BIIOUTTS BiJ MOBEPXHI TKAHWH TUIOJA BIOBIIOIOTHCA 1
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MOCHUJTIOIOTBCS, 10 J3a€ 3MOTY OTpUMaTh 300pakeHHsS OOpHUCIB TUIALIEHTH Ta OpraHiB
mwioga. 3a AOMOMOTOI0 IBOTO METOAY MOXKHa BUSBHTH aHATOMIYHI JNe(deKTH CKeleTa Ta
M’SIKUX TKaHUH TOJIOBH IUIOZA, BU3HAYUTH CTaTh, MOPYIIEHHS HOPMAJIBHOTO (hOpMyBaHHS
HEpBOBOi TpPYOKH, BUSBUTH OaraTOIUTIHICTb, Bagdl PO3BUTKY ILIYHKOBOI 1 CyIUHHOI
cuctemMu Ta 1H. B Ykpaini BOpoBamkeHo mporpamy 000B’si3koBoro Y3J[-CKpUHIHTY BCiX
BariTHUX Tpuui: y 9-11 twx., 16-21 tk., micis 30 Tik. MeTo Mo)KHA 3aCTOCOBYBATH 1 K
MpOCioounil, 1 Kk yrountorouuil. Lle no3Bonse nonepeautu Hapokenns 1-3 miteit (3 1000
HOBOHAPOKEHUX) 13 CEpHO3HUMHU MPUPOKCHUMHU BaJlaMU PO3BUTKY, 10 CKJIQJIa€e
npu6s3Ho 30 % ycix aiTel 3 TakO0 MaTONOTIENO.

5. CkpuHiHTr-IporpaMu Ajsi HOBOHAPO/ZKeHHUX.

MacoBe JociiKEeHHSI HEMOBJISIT Ha CIajaKoBi xBopoOu oominy (CXO), nopsan i3
MPEHATAJIBHOIO [IaTHOCTHUKOI 1 MEIUKO-TEHETUYHHM KOHCYJIbTYBaHHSM, € OCHOBOIO
npo(dUIaKTUKU CHAJAKOBUX XBOpOO y momyssmisx. 3a BusHaueHHaM BOO3 — "ckpuwine”
(npocitosanns) 03HA4a€ MOXKIIMBE BHUSBIICHHS HEAIarHOCTOBAHOI paHille XBOpPOOW 3a
JOTIOMOTOI0 TECTIB, OOCTEKEHb YM IHIIUX MPOLEAYyp, IO AAIOTh IWIBHJAKY BIIMNOBIIb.
OcnHoBHa Meta nepBuHHOi AiarHoctuku CXO monsrae B ToMy, 11100 BUSIBUTH 310pPOBUX 1
BIIOpaTy OCi0 JUIsi HACTYMHOI'O YTOYHEHHs JiarHo3y. IIporpamu nepBHHHOI 010XIMIYHOL
JIarHOCTUKHU CIAJKOBUX XBOPOO MOXYTh OyTH MAacOBUMH 1 CEJIEKTHBHHUMH. MacoBe
JOCIIJDKEHHS HAJISKUTH J0 YKCiIa MPUHIMIIOBUX HOBOBBE/IEHb MPAKTUKU CBITOBOI OXOPOHU

310poB’°s1 XX CTOMITTA 1 XapaKTEPU3y€EThCS HACTYITHUM:

0e31001pHUH T1IX1d 10 00CTEKEHHS;

- npoQIIAKTUYHUN XapakTep 0OCTEKEHHS;

- MacoOBHI XapakTep 0OCTEKEHHS;

- JIBOCTAITHUW XapakTep OOCTEKEHHS: CKPUHIHT HE Ja€ MOKJIMBOCTI BCTaHOBUTH
OCTaTOYHUI [1arHO3, a JMILIE BHSBISE MOXJIMBUX XBOPHX, Kl TMOBUHHI OyTU
00CTEXEeHI TTOBTOPHO 1y SIKMX CJIIJT TITBEPAUTH J11arHO3.

Takum 4UHOM, CKpuHiHz — 1€ OOCTEKEHHS KOHTHHIEHTIB 3 METOI0 MOAUTY iX Ha
IPyNH 3 BUCOKOIO 1 HU3bKOIO BIPOTIHICTIO 3aXBOPIOBaHHS. MacoBHil CKpUHIHT nepeadavae

OOCTe)KEHHS BCIX HEMOBJIAT 3a JIONMOMOIOK IPOCTHUX JIarHOCTHYHUX  TECTIB.
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CenexTUBHUI CKPUHIHT MPOBOIUTHCA, SIK MPABUIIO, CEpel CleliaIbHUX KOHTHHTEHTIB
PO3YMOBO BIJICTAJMX MITEH, MITEH 3 MOPYIICHHSIM 30Dy, CIyXY, MOBH, OIOPHO-PYXOBOTO
amapary, a TakoX 13 rpynu pusuky 3a CXO, BUSBIEHOI IPU MacoBOMY CKpPHUHIHTY.
CenexTuBHI JIarHOCTUYHI TpPOTpaMy TMependavyaroTh MEpeBipKy OIOXIMIYHUX aHOMAaIiH
0OMIHY y MAIlI€HTIB, B IKUX I1103PIOIOTHCS T€HH1 CITaJIKOB1 XBOPOOH.

6. IlepcnekTUBHU reHOTEpAITii.

I'enna mepania — 3amina nepeKTHUX Te€HIB HOpMaJbHUMH. BoOHa BKIIOYae TakoX
BUKOPHUCTAaHHSI TE€HIB s JIIKyBaHHA ILykpoBoro aiabery Tta CHI/ly. Ilutanua mnpo
MOJKJIUBICTD JIIKYBaHHS CHAJKOBHX 3aXBOPIOBaHb BHUHHKIIO BiJpa3y Xk, sIK TUIBKH BYEHI
PO3pOOUIIN LUISIXU MEPEHECEHHs T'€HIB Y BU3HAUEH] KJIITUHU, 1€ BOHU TPAHCKPUOYIOTHCS 1
TPAHCIIOIOTHCS.

3Bakaloud Ha Te€, 10 TeHOTeparis MOB’si3aHa 31 3MIHOKO CHAJKOBOIO amapary

JOJIUHU, NOMPIOHI 0COOIUBE 6UMO2U TIPU KITIHIYHOMY JIOCIT1IPKEHHI:

YiTKE 3HAHHS JI€PEKTY T'eHa 1 IKUM YUHOM (DOPMYIOTHCS CUMIITOMH XBOPOOH;
- BIATBOPEHHS '€HETUYHOI MOJIEJIl Y TBAPUH;
- BIJICYTHICTb aJbTEpHATUBHOI Teparii, abo ICHyloua Tepamisi HEMOXJHUBa abo
Hee()eKTUBHA;
- Oe3meka 11l XBOpOTo.
[Tpu po3po0611i TeHHOT Teparii TaKOXK GUPILLIOMbCS MAKE NUMAHHSL:
1) K1 KJIITHHU HeOOX1THO BUKOPHCTOBYBATH?
2) IKy 4YacTHHY KIITHH HEOOXIJHO BWIIKYBaTH, 100 3MEHIIMTH a00 3YNUHUTH
MPOTPECyBaHHS XBOPOOU?
3) uu Oyae HeOe3nmeyHa 3BepXEKCIpecis BBEACHOTO reHa?
4) un € Ge3MeYHNUM MOTPAIUITHHSA PEKOHCTPYHOBAHOTO I'eHa B 1HII TKAHUHH?
5) sik moBro Oyne GyHKIIIOHYBAaTH 3MiHEHA KJTITHHA?
6) uu OyayTh aTaKOBaHI HOBI KITITHHUA IMyHHOIO CUCTEMOIO?
CriamkoBa reHoTepallisi € TPAHCTEHHOIO 1 3MIHIOE BC1 KITITHHHU OpPTaHi3My. Y JIIOJIUHU
BOHAa HE BHKOPUCTOBYEThCS. HecmaakoBa (coMaTMyHa) reHHa Teparis KOpEerye TUIbKU

COMaTHYHI KJIITHHU, ypaX€H1 BHACHIIOK reHeTnyHoro Aedekry. HecrmankoBa renoteparris
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MO>K€ JJOTIOMOTTH 1HAMBIAYyMY, ajie BOHA HE MOKPALIUTh CTaH MaOYTHIX TOKOJIHb, TOMY

1[0 MyTaHTHUHW TeH He3MIHCHUN y TaMeTax.

[leBH1 yCIiXy AOCATHYTI MPU BUKOPUCTAHHI T€HHOI Tepallii B JTIKyBaHHI 3JI0KICHUX

HOBOYTBOPCHbD. BI/II[iJ'DIGTBCH IMyXJIMHHA KJ'IiTI/IHa, B Ky BBOJATH I'CHH, IO KOAYIOTbH TaKli

IPOTUPAKOBI PEUOBUHHM IMYHHOI CHUCTEMH, SIK 1HTepdepoHH, iHTepyielKiHu. BBeaeHi

3aHOBO y MYyXJMHY, KJIITHHU MOYMHAIOTHh MPOIYKYBaTH Il PEYOBMHH, BOMBAIOThH 1 cebe, 1

HABKOJIUILIHI 3JI0SKICHI KJIITHUHH.

w
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Iumanna onsa camoKoHmpoo:

[ToHATTS PO MEAUKO-TEHETUYHE KOHCYJIBTYBaHHSI, HOTO OpraHi3allisi.
Etann Mennko-reHETUYHOTO KOHCYJIbTYBaHHS.

Koncynpramii B pa3t  MyJabTU(QaAKTOpiaJibHUX  (MOJITE€HHUX)
3aXBOPIOBAHb.

IIpenaranbHa J1arHOCTHKA CITaJIKOBOT IATOJIOT].

Cy4acHi MeTOIM TpeHaTAIbHOI J1arHOCTUKH.

CKpUHIHT-TIpOTpaMu JJi1 HOBOHAPOIKEHUX.

3anoOiraHHs NOIIMPEHHIO CMIAJKOBUX 3aXBOPIOBAHb.

[lepcniekTBYM reHoTeparii.

Jlimepamypa:

CHaJIKOBUX

boukor H.I1. Kimanueckas reamerrka. — M.: [90TAP-ME/], 2002. — C. 311-342.

Menuuna 6iomoris: ITinpyunuk nns BH3 -1V piBHiB Buknaganus / 3a pea. B.M.

[Timaka, FO.1. baxxopu. — Bigaunsa: Hoea xuaura, 2009. — C. 225-231.

[Tytunuena .M. MeanuHa reHeTHKa: [Minpyunuk. — K.: Menuuuna, 2008. — C.

343-362.
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CJIOBHUK TEPMIHIB

AyTocoma — Oy/ib-sika HeCTaTeBa XpOMOCOMA.

Axkpouedaiisi — "kpyta" royiosa, 10 Haragye Oamry.

AJlelb — OWH 13 NBOX YW OLIbIIE ambTEPHATHBHUX BapiaHTIB T'eHa, IO Mae
YHIKaJIbHY MOCIIIIOBHICTh HYKJICOTH/IIB.

AJtonenist — BiJICYTHICTh BOJIOCCSI, IIOJIUCIHHS.

AHrioMaTo3 — NaToJOTIYHUIA CTaH CYAHH 13 (OPMYBAHHIM aHT1OM.

AHeHuedaJtiss — moBHa abo Maii>ke MOBHA BIJICYTHICTh TOJIOBHOTO MO3KY.

AHeYIUIOilifl — CTaH KJIITUHYU, TKAHUHU YU OPTaHi3My MPH SIKOMY OJIHA UM JIeKUIbKa
XpOMOCOM 3BHYaiHOrO HaOopy abo BiACYTHsS, ab0 TMpeAcCTaBlieHa 0JATKOBHUMHU
KOITISIMH.

AHipHIisi — BIICYTHICTb paii1y’kHO1 0OOJIOHKHU OKa.

AHKIJ103 — HEPYXOMICTh CYTJI00I1B.

AHOJOHTISI — BIJICYTHICTB 3yOiB.

AHoOMaax — BaJa PO3BUTKY B IMOEIHAHHI 3 HACTyIHUMHU PI3HOMAHITHUMH
BTOPUHHUMHU BaJlaMHU, 1110 3yMOBJICHI MEPIIIOIO.

AHOHIXisl — BI/ICYTHICTb HIT'TSl HAa OJTHOMY, a00 KIJIbKOX UM BCIX MaJbIIX.

Amna3isi — IpupoHKeHA BIACYTHICTh OpraHa.

APpaxHOJAKTHJIISA — JIOBT1, TOHKI HaJbIll KUCTEH 1 CTOTI.

ATpe3isi — BIICYTHICTh YU 3aKPUTTS MPUPOIHOTO KaHATY UM OTBOPY.

baacronatii — mopymieHHsT po3BUTKY IUTIHOTO SIHIS 3 MOMEHTY 3a4arts A0 15-1
100U HOTO PO3BUTKY.

baedapodimo3 — 3By:KEHHS ILIUTMHU OKa.

bausHoku 3’€aHaHi (IBIMHUKOBI MPOTOKH) — MATOJIOTIYHI BIAXUJICHHS B IPOLIEC]
OJlacToreHesy.

Bpaxiuedasiisi — 301bIIEHHS TIONIEPEYHOTO PO3MIpPY TOJIOBH.

By¢ransM — npupokeHa riaykoma.

BiTuitiro — nosisa Ha mikipi JeMirMeHTOBAHUX JAUISTHOK.
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I'ameronarii — 116 marosoris ramer (MyTallii TEHIB, XpOMOCOM), OyIb-sKi
VIIKO/DKEHHS SHIEKIITHHA 1 CHepMmaro3iga IiJ Yac OBO- 1 CIEpPMaTOreHe3y [0
3aruTiIHEHHS.

lanjoin — xiTHHU (HANPUKIIAA, TaMeTH), IO MICTATh TOJOBHHY XPOMOCOM
COMATUYHUX KJTITHH.

I'amoTun — KoMOIHAIllA aJleliB MIIBHO 3YEIVICHUX JIOKYCIB; KOMOIHAIliSl TTeBHHUX
MOCJTITOBHOCTEN HYKJICOTH B Y KOHKpeTHii Monexymi JJHK.

I'emi3urorumii ren (ramera) — reH, 110 3HAXOJUTHCS B TEHOTHUIN B OJHOMY
eK3EMILIAPI.

I'en — cTpykTypHa OJMHHUIIS CHAJKOBOCTI; TMOCHIIOBHICTh HYKJICOTHU[IB, SKIH
HaJICKUTh BIMOBITHA (PYHKINSA: KomyBaHHs mosminentunaiB, kogyBanHs pPHK 1 TPHK,
3a0€3Me4YeHHs TPAHCKPUIILII] IHILIOTO T'eHa.

I'eHeTHYHUH MOHITOPUHI — CIIOCTEPEIKEHHS 32 TEMIIOM Ta CIIEKTPOM MYTAaIlIHOTO
IIPOLIECY.

I'eHoOKOMIl — 3aXBOPIOBaHHS, 110 MAIOTh TY K camy a00 MOJIOHY KJIIHIYHY KAPTHHY.

I'eHOM — TEHETHMYHUN CKJIaJl TAIUIOiMHUX OPTaHi3MiB, KIITHHU TMPH TaIUIOITHOMY
HabOP1 XpOMOCOM.

I'eHoTHn — cucTemMa B3a€EMOAIIOYMX T'EHIB OpraHi3My.

I'enoona — CyKyITHICTH T€HIB TOIYJIALIII.

I'eTepo3urora — kiiTHHA a00 OpraHi3M, sIKI MarOTh JIBa PI3HUX ajielll B 1JEHTUYHOMY
JIOKYC1 TOMOJIOTIYHHUX XPOMOCOM.

I'iopua — HaIaAOK BiJ CXpEIlyBaHHS MIXK IBOMA T'€HETUYHO PI3HUMHU OpPTaHI3MaMHU.

I'inepriapo3 — HagMipHa MITIUBICTb.

lineprenopusm — anomanbHa BiJICTaHb MK TAPHUMHU OpTaHaMu (04i, TPY/IHI COCKH).

I'inepTpux03 — HaAMIpHUIA PICT BOJIOCCS.

IinoTpuxo3 — HeJJOCTaTHIM PICT BOIOCCS.

IipcyTn3m — aHomasnbHE OBOJIOCIHHS, 30UIBILIEHHUH PiCT BOJIOCCS.

I'omo3urora — xiiThHa a00 Opradi3M, siKi MalOTh JBa OJHAKOBI ajejll B MEBHOMY

JIOKYC1 TOMOJIOTTYHUX XPOMOCOM.
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T'omosoriuHi XxpoMocoMu — XpoMOCcOMH (Y1 iX CETMEHTH), 1IEHTUYHI 32 CTPYKTYPOIO
JIOKYCIB, 1110 BXOJATH J0 1X CKJIaJy; XPOMOCOMH OJTHI€T IapH.

Jenenisi — XpOMOCOMHA YM T€HHAa MyTallisl, IPU AKii BTpavyaeThCsl NEBHA MIJISTHKA
XPOMOCOMHU YU T'€Ha.

HMedopmanis Lnpenresisi — npupopKeHe 3MIMIEHHS JOMATKH.

JUIuioig — KIITHHA, TKAHUHA YU OpraHi3M, 1110 MaloTh JBa HA0OPU XPOMOCOM.

JiacTeMa — mupoKa MJIMHA MK TEPIIMMU BEPXHIMU PI3LIMHU.

JloixocTeHOMeJTisl — TOBT1, TOHKI KIHIIIBKH.

JoaixonedaJtia — nogoBxeHa popma yepera.

JloMiHAHTHHMIA — ajiesib 200 03HaKa, 110 MPOSIBISIETHCS] B TETEPO3UTOTI.

Jonmieporpagis — MeToA, 3a JONOMOIOI SIKOTO JIarHOCTYIOTh — €JUHY
(YHKIIOHAJIBHY CHUCTEMY MaTH-IUIALICHTa-TUI, SKa 3a0e3rneuye HOpMallbHUUM mepelir
BariTHOCTI, PICT 1 PO3BHUTOK IUIOAA. 3a JIOMOMOTOI0 IIBOI'O METOY JIarHOCTYIOTh HaBITh
HE3HauYHI BIIXWJICHHS Y KPOBOOOIry.

Ex3on — mnocmigoBHicte JIHK, 1m0 BiANoBiAae 4YacTHHI TPAHCKPHIITY, SIKUN
30epiraerbes y 3putivt MPHK, To6To micis BuaaeHHs IHTPOHIB.

Ex3o¢Tanbm — 3cyB O4HOro si0ayka BHEpes, IO CYNPBOKYETbCS PO3LIMPEHHIM
OYHOI IIUIMHHU.

ExcnpecuBHiCTb — CTYIiHb ()EHOTUITHOTO MIPOSIBY O3HAKH.

ExToniss KpMIITAJIUKA — BUBUX KPUILTAIMKA OKA.

Emo0piononarii — mopymieHHss po3BUTKY eMOpioHa 3 1-1 mobu mo 3-ro wmicsis
BHYTPIIIHBOYTPOOHOTO PO3BUTKY.

EnikaHT — BepTUKaibHa CKJIA/IKa IIKIPU OS] BHYTPILIIHBOTO KyTa OKA.

Emnicoma — renetnunuii enement (monekyna JIHK), skuii icHye abo sk iHTErpoBaHa
yactuHa Mojekyu JJHK xazsina, abo x sk monekyna JIHK, mo pemtikyeTsest He3anexHo
(rma3Miza), He MoB’si3aHa 3 XPOMOCOIO KITITHHH.

Emnicnanisi — BepXHs poO3IIUIHMHA YPETPH.

3yeruieHHs1 — pIBEHb 3B’S3KY aJI€NlIB PI3HUX TIEHIB y MEW031 Y TeHETUYHOMY

CXpeIeHHI.
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IMmnpuntunr — mapkyBanus JIHK Ha emirenetuuHoMy piBHI, 10 BiIOYBA€THCS Mif
Yac raMeTOreHe3y 1 CIPUYMHIOE CTiKI MoAu]iKalii eKCrpecii TOMOJIOTIYHUX T'eHIB.

IHOpUAUMHT — cXpelryBaHHS MK CIIOPITHEHUMH 0COOaMH.

IHTPpOH — HEKoayro4li HYKJICOTHIHI MOCHioBHOCTI B eykapiotnuHi JIHK, mio
NOJIJISIIOTH HA YaCTUHU TEH.

Ipuonones — aprwkaHHS PaTy>KKH MTPU BUBUXY KPUIITAJIMKA OKa.

KamnrogakTuiisi — BUKPHBIICHHS OJHOTO YW KUIBKOX TMAJbBIlB 13 3aydeHHSIM
CepeIHIX MK(paTaHTOBUX CYTJI00IB.

Kapiotun — qurioigHuii XpoMOCOMHUI Ha0lp COMaTHYHOI KJIITHUHH YM OpPTaHi3My,
10 XapaKTePU3Yy€ETHCS YUCIOM, PO3MIPOM Ta KOH(DITypali€r0 XpOMOCOM.

Kon — nab6ip npaBun nepexiany iHpopmaiiii 3 01HI€T MOBH Ha THIITY.

Konon — rpyna 3 Tppox cymixkaux HykineotuaiB y moiekyii JIHK, MPHK, mo kogye
OJTHY 3 aMIHOKHCJIOT, 400 KIHEI[b CHHTE3Y OLJIKa.

KoedinienT iHOpuaMHry — HWMOBIPHICTH TOTO, IO JBa T'€HH B TMEBHOMY JIOKYCI
1IEHTHYHI 32 TOXOHKEHHSIM.

Kosnoboma — npupopkeHuid MIUIMHHUN 1e(eKT, 10 HaWvacTile TParuisieThCesl Mpu
aHOMAJTISIX OYHOTO SI0JTyKa.

Kpunrtopxi3m — 3aTpuMKa si€uka Ha HOTo MPUPOTHOMY IIIISIXY CITYCKaHHS B KaJIUTKY.

Kpunrtodranbm — npupokeHe MoBHE 3pOIICHHS MOBIK.

KcepocTomist — cyxicTb y poTI.

JlarograjnbM — HEMOBHE 3MUKAHHS TIOBIK.

Jlerasb — reHHa YU XpOMOCOMHA MYTallisl, 1[0 BUKJIMKAE 3aru0esib opraHizmy (BCix
HOCIIB MPU JOMIHAHTHOCTI YA TOMO3UTOTHUX HOCIiB MPHU PELIECUBHOCTI) JI0 JOCSITHEHHS
HUM PENpPOAYKTUBHOTO BIKY.

Jlokyc — Miclie po3TalryBaHHs MEBHOI MyTallii YM r'eéHa Ha TeHETHYHIA KapTi, 4acTo
BXKUBAETHCS 3aMiCTh TepMiHIB "MyTartis" uu "ren".

MakporJiociss — HagmipHe 301IBIIEHHS S3UKa 3 BUPA3HOIO CKJIAYACTICTIO CIIU30BOT
00OJIOHKH.

Makpocomist (riraHTU3M) — 30UTBIIIEHHS PO3MIPIB TiIa, BHYTPIIIHIX OPTaHiB.

119



MaxkpocTomisi — HaMipHE 301UTBIICHHS POTOBOT HIUTHHH.

Matpuns — ognonanirorosa JIHK, kommementapua nanirory JIHK a6o PHK, sixi
HAa HIA CHHTE3YIOTbCSA; BH3HAYa€ TOCTIAOBHICTh HYKJICOTHIIB Y JIAHIIOTY, IO
CUHTE3YEThCS.

MikporJiocisi — aHOMaJIbHO 3MEHILICHUM SI3UK.

Mikporsarisi — HeIOpO3BHUHEHICTh BEPXHBOI IIECIICITH.

MikpomeJiisi — aHoMalTbHE 3MEHIIICHHS 400 YKOPOYCHHS KiHITIBOK.

Mikpogakisi — 3MEHIIEHHS KpHINTaIMKa OKa, 10 3yMOBJEHE 3YNMHUHKOI MHOro
PO3BUTKY.

Mikpo¢TajbM — 3MEHIIEHHS BCIX pO3MIpIB OKA.

MikpouedaJiisi — aHOMaJIbHO 3MEHIIIEHA F'OJIOBA.

MoHO03UroTHI 0JIM3HIOKH — OJIM3bHIOKH, SIK1 pO3BUBAIOTHCA 3 OJIHIET 3UTOTH.

MyTarenm — YMHHUKY, 1110 BUKIUKAIOTh MyTaIlilo.

MyTaHT — 0c00a, B SIKOi 3aXBOPIOBAHHS BUHUKJIIO BHACIIIOK HOBOi MyTallii B raMeTax
0aTbKiB 200 B 3UTOTI HA MEPIINX eTanax ii pO3BUTKY.

MyTranissi — criiika 3MiHa TEHETHYHOTO MaTepiady, IO BHHHMKAE panTOBO Ta
MPU3BOAUTH SIK J0 MEPEX0y TeHa 3 OAHOrO aJIeIbHOTO CTaHy /IO 1HILOTO, TaK 1 A0 PI3HUX
3MiH KUTBKOCT1 Y¥ OyI0BH XPOMOCOM.

MyTyBaHHs1 — IPOIIEC, BHACTIIOK SKOTO B TE€HETHYHIN TIporpami 3’ sIBJISIOTHCS 3MiHH,
10 YCIAAKOBYIOTHCA.

Hictrarm — MUMOBUIBHMI MIBHAKHN pPyX OYHHX SIOJyK, TOPU3OHTAIBHUN YU
BEPTUKAJIbHUM.

Hopma peakuii — Bci MOXJIMBI (DEHOTHIH, SIKI MOXKYTh C(OPMYBATHUCA Ha OCHOBI
JTAHOTO T€HOTHITY B PI3HUX YMOBAX CEPEIOBUIIIA.

O3Haku, o0MeXkeHi CTATTI, — TEHETUYHO 3yMOBJICHI O3HAaKH, 110 (PEHOTHUITHO
TIPOSIBIITFOTHCS. B OCOOMH OJTHIET CTaTI.

Omdasonesi€ — MynkoBa rpuxa.

OHKOreH — T'eH, YIIKO/KEHHS SKOro MOXKE IMPU3BECTH JI0 MAJIITHI3allli KJIITHHH.
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IleHeTpaHTHiCTH — IMOBIPHICTH (DEHOTUIHHUX TPOSIBIB y OCIO MEBHOI O3HAKH, IO
KOAYETHCSI TOMIHAHTHUM T'€HOM YH PEIICCUBHUM T'€HOM, Y TOMO3HTOTHOMY CTaHi.

ITuronarm — OIM3HIOKY, 3’ €IHAHI CIIHHUIIIMU.

IlneiioTponist — BIUIMB OJJHOTO reHa Ha KiTbKa ()EHOTHITHUX O3HAK.

IMoJireHHi 03HAKWM — O3HAKW, 110 KOAYIOThCS OararbMa reHamH, KOKHUW 3 SKHX
OKpEMO HE3HAYHO BIUIMBAE HA CTYIIHb MPOSIBY O3HAKHU.

HoainakTuiiss (6araronaaicTs) — 30UIBIIEHHS KUIBKOCTI THANBI[iB HAa KUCTIX YH
CTOIaxX.

IoaiMop(izm — HasBHICTH y TOMYJIAIIT KUTBKOX (POPM T'eHa.

IMouainmoin — KIITHHA, TKAHWHA YU OpraHi3M, IO Mae Tpu abo Oublie HAaOOPIB
XPOMOCOM.

Iouigarisa — HaaMIpHUIA aIETUT, 00KEPIIUBICTb.

IMomyasiis — CyKymHICTh OPraHi3MiB OJHOTO BHJY, IO MPOTATOM JOBIOTO Yacy
(BeMMKO1 KUIBKOCTI TOKOJIIHB) MPOXKUBAIOTh HA TEBHIM TepTOpli, MOXYTh BUIBHO
CXpelTyBaTHUCs], TPOTE BIIOKPEMIICHA BiJl CYCIIHIX CYKYITHOCTEH OJTHIEI0 3 POPM 1301511111,

IIporepisi — nepenyacHe CTapiHHS OPraHI3MY.

IIpo6ana — xBopa 4m 310poBa 0co0a, sIKa 3BEPHYJACS 3a JOMOMOTOI0 0 JiKaps-
TCHETHKA, Ta BiJI IKOi TOYMHAE CKJIAIATUCS POJIOBI.

IIporuarisi — HaIMIPHUI BUCTYT HUKHBOI IICIIEITH.

ITepuriii (nrepuriym) mui — NOpUPOPKEHA TOHKA CKJIaJKa IIKIpU Ha OOKOBIH
MOBEPXHI IIHI.

I1T03 — OomyIeHHS BEPXHBOT MOBIKH.

Perpornariss — 3MIlIEHHS BEpPXHBOI ILIENENH Ha3ad, MOPIBHSAHO 13 3BUYAHHUM
abpucom.

PenecuBHMIA — ajielni 4u 03HaKa, MO MPOSBIISAETHCS TIABKH Y TOMO3HUTOTH.

PonoBin — cxema, 1o JIEMOHCTPY€E CHOPIAHEHICTh MK YJCHAMH OJHIE€I POJUHU B
JIBOX YU OJIBITIE TIOKOJIIHHSX.

CerperaHr — 1HIUBI/I, 1110 OTPUMAaB MATOJIOTIYHUHN T'€H 3a CIIJKOBICTIO.

Cerperailisi — OTpMaHHS MyTaHTHUX T'€HIB BiJl OaTHKIB.
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CuHIAKTWIisl — 3pOIIEHHS IBOX UM O1JIbIIIE MAIBIIB YACTKOBO 200 MOBHICTIO.

Cundpus — 3011b11eHHS 200 3pOILIEeHHS OpiB.

CupeHoMeJtisi — 3JIUTTSI HUOKHIX KIHITIBOK.

Cubcu — 6patu Ta cecTpu nmpodaHa.

CraTeBi XpoMOCOMM — XpOMOCOMH, SIKI PI3HATHCS B MPEJICTABHUKIB PI3HOI CTaTi Ta
BH3HAYAIOTh CTATh JIIOJIMHU.

CTpabi3zm — KOCOOKICTb.

TenexaHT — 30UTbIIIEHHS BIACTaHI MK BHYTPIIITHIMU KyTKaMH OY€il NMPU HOPMAJIBHO
pO3TaIIOBaHUX OpOITaX.

Tpanckpumnuis — mnepenucyBaHHS TeHETHMYHOI 1H(oOpMalii, 3aKOJOBAaHOI B
nocmigoBHocTi HykiaeotuniB JIHK a6o nykneorwnie JIHK y Burmsml mocimimoBHOCTI
HyKJIeoTuaiB Mosiekyau PHK.

Tpucomisi — HasSBHICTH JI0JIATKOBOI XpOMOCOMHU B KapiOTHIIl, BHACIIIOK YOTO B sIpi
COMAaTUYHO1 KJIITUHHU € TPU TOMOJIOTTYHI XPOMOCOMH OYb-SKOi TTapH.

Tpancasimia — nepexnan 3 moBu JIHK (andaBity HykiaeoTuaiB) MOBOH OLUIKIB
(andaBiT aMIHOKHUCIIOT).

deH — 03HaKa OpraHizmy.

denoxomii — HecaaKkoBl PeHOTUIHI MoaudIKallii, 0 IMITYIOTh MOAIOHUN (EeHOTH
CIaIKOBO1 MyTalIlii.

®eHonaTili — MOPYIIECHHS PO3BUTKY IUI0AA 3 3-TO MICALS OHTOTE€HE3Y JI0 KIHIIS
BariTHOCTI.

@eHOTHII — CYKYITHICTh O3HAK OpPraHi3My, 110 € HaCJiAKOM peajlizalli TeHOTUIly B
MIEBHUX YMOBAaX CEPEIOBUIIIA.

@inbTp — BIACTaHL MK HOCOM Ta BEPXHBOIO I'y00I0.

doxomeJtisi — BIACTaHb JEIKUX MPOKCUMAIBHUX YaCTUH KIHI[IBOK.

XpomaTuam — Bl TIOJOBKEHI CYOOMUHUIN AYTUIIKOBAHOI XPOMOCOMH, IO
BI3yaJlI3y€ThCS B MITO31 Ta MEHO31.

Xpomatun — komruiekc JIHK 3 Oinkamm, siBisie co0Or0 JEKOMIAKTHU30BaHI B

1HTEp(DHA3HOMY SIPI XPOMOCOMH.
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Xpomocoma — HUTYACTa CTPYKTypa B sApi KIITHHHU, IO CKJIAJA€ThCS 3 TEHIB,
pO3TaIIOBaHMX JIHINHO; B €yKaploTHYHUX KiiTHHaX Moinekyna JJHK yTBoproe xomruiekce
13 TicTOHaMH Ta 1HIMMH O11KaMu. CIIoCTepiraeThCs Ta 11eHTU(DIKYETHCS TI1]] 4ac MITO3Y.

Xpomocomuuii HaGip — CYKyNHICTH XPOMOCOM Y SIApl CTaTe€BOi UM COMATUYHOL
KJIITUHH.

Huxsonist — oHe 200 MOJBOEHE OKO, 1110 PO3TAIIOBAHE MOCEPEINHI J100a.
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