


* ToMeocTas BK/OYAE B cebe He TilbKM cTanicTb Moro
izioNoriYyHMx KOHCTaHT, ane M npouecH aganTtauii Ta
KoopAuHauil isionoriyHmMx npouecis, WO 3abe3nevyoTb
€AHICTb OpraHi3amMy AK y HOpMi, TaK i npu natonorii.

*3paTHicTb 36epirati CTanicTb BHYTPILLHLOrO CEpeAOBMLLA NPU
KO/IMBAHHi 30BHilLHIX YMOB 3aK/1aZleHa B reHEeTUYHIM
KOHCTUTYULIT NOAMHMU.

*XBopo6a 3a CBOEI 6i0N0MYHOI CYTHICTIO TaKOX € NPO61EMOLO
MOpYLLUEHHA MEXaHi3MiB roMeocTasy i WaaxiB MOro BiHOBIEH-
HA.

“MaTepiasibHi OCHOBM
CNagKOBOCT]




*TeHeTUYHa KOHCTUTYLLA — Lie CYKYMHiCTb cnagKoBuX
dakTopiB (reHiB) opraHiamy, abo reHoTun.

*OCHOBy HaAiMHOCTi reHOTMNY CKN1aJa€, HacaMnepea,
Ay6/110BaHHA MOro CTPYKTYPHUX €/IEMEHTIB. ICHYBaHHS
BCiX FEHETMYHMUX JIOKYCiB Y MNOABIMHIM KiZIbKOCTi TakoxX
NiABULLYE HAZIMHICTb reHoTUNY.

*PeKoMbiHaLLiA MiX CeCTPUHCbKMMM Monekynamm AHK
AK MeXaHi3M BUMpaBJIEHHA MOLWKOAXEHb FreHEeTUYHOro
maTepiany.

*CTabiNbHiCTb reHeTMYHOro anapaTy JoCAracTbCs 3
OZIHOrO OOKY KOHCepBaTM3MOM CMAAKOBOCTi, 3 iHWOro
- CNaJIKOBOK MIH/IUBICTIO.

*TeHeTHYHa
KOHCTUTYL 1A




*CnagKoBa MiHAMBICTb OpraHiamy 3abesneyye Heo6XiaHy Homy
NPUCTOCOBHICTb 0 YMOB iICHYBaHHA AK Y MeXaxX 0AHOro
iHAMBiAA, TaK i B MeXXax iCHyYBaHHSA 6ios10riyHoro BuAay.

*V inaMBiga Yepes 36a1aHCOBaHICTb BHYTPILLHLOrO CepeoBMLLA
opraHiaMmy i dakTopiB 30BHilLHLOIO CcepeaoBMLla
NiATPUMYETbCA 340POB’A AK CTaH piBHOBArwu.

*Y cnaikoBO O6TAXKEHOro iHAMBIAA BHACNiJOK 3MiHM FEHHOrO
KOHTPOJ1I0 BHYTPILIHbLOrO cepeaoBuMila npu Aii TMX cammx
(baKTopiB 30BHIiLLHLOIr0 CepefoBULLA MOXKE MaTH Micue Nno-
PYLLUEHHA roMeocTasy, Lo B pe3yabTaTi NpM3BOAUTb A0
PO3BMUTKY XBOPOOMU.

*CnaaKkoBa
MIH/IMBICTb
OpraHiamy




OcHoOBY cnaagKoBOi1 naTtosiorii cknaga€e MiHAUBiICTb. lTpUYUHOIO
HecnaakKoBoi MmoaudiKalwiMHOT MiHAMBOCTI € aia dakTopis
30BHiWHbOro cepepgosmuwa. Bci paktopm, Wo BUKAMKAKOTDb

MyTayii, MaloTb OAHY 3araZibHy Ha3By — «MyTareHu».

MyTtareHu
q_ﬂSW-lHi XimiuHi 6ionoriuHi
N 4
ioHi3youa Bipycu Kopy,
papgiauis KOpPOBOI KpacHyXu,
i yneTpadpionerosi renarury,

npomeHi a30TUCTWIl inpuT, peTpoBipycu

anKinyroui pe4yoBUHU
(pieTuncynbdar),

aHasiorv a3oTUCcTUX OCHOB (Gpomypauun),
akpupaiHosi chap6HuKM (TpunadnasiH),
KodpeiH,
LuUTocTaTUYHIi npenaparu



/I'Iip, KOMb6iHamusHow \ /MymaquHa MiHAMBICTb \

MIHZIMBICTIO PO3YMIitOTb 3YMOBJIOE BUHMKHEHHA
BUHMKHEHHSA HOBMX MO- MyTaLin, TO6TO

€/lHaHb HE3MIHHUX reHiB Ki/IbKiCHMX 260 AKiICHUX
(aHi AKicHo, aHi 3MiH OpraHismy, LWo
KiZIbKICHO) BHAC/i4OK nepegarTbCA B Npoueci
neperpynyBaHHA B MEMO3i pennaikayii reHoMy Bij
Ta BUMAAKOBOI 3yCTpiyvi KNITUHM A0 KNiTUHM, BiA

\raMeT nNpu 3anaigHeHHi. NOKONIIHHA A0 I'IOKOﬂiHHFIJ

PeuecuBHO-
CrnazKoBi
XBOpPOOM

MyTauii: reHHi,
XPOMOCOMHIi Ta
F€HOMHI

*CnagKkoBa MiH/IMBICTE
OPraHiamy



*eHHi Mymayii 3yMOBNEeHi 3MiHaMK XiMiuyHOT 6y 0BM
reHa i KOHKpeTHO 3MiHaMM crneumndivyHol
NOC/iAOBHOCTI NYPUHOBUX Ta NMNipMMiAMHOBUX OCHOB
AinaHkn AHK.

*Lle MOXKyTb 6YTH 3aMiHM OKPEMMX HYKIEOTUAIB Y
naHuytory AHK Ha iHWwi, BMnagaHHA abo BCTaBKa
OKpPEMMUX HYKJleoTmaiB abo X rpyn.

* JleTanbHi MyTaLii 3MiHIOIOTb CTPYKTYPY NPMHLMMOBO
BaXK/IMBMX AINIAHOK NONINENTUAIB 1 MOXKYTb
BMKJIMKATU CEPUO3Hi po31aan PYHKLIM, NOPYLLIEHHS

PO3BUTKY 1 HaBiTb NPU3BOAATb A0 CMEPTI.

*TeHHi MyTauii



* XpOMOCOMHI Mymauyii — 3miHu 3arasibHoi KinbKoCTi
XPOMOCOM abo0 X CTPYKTYpHa nepeobyaoBa:
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*FeHoMHi Mymauyii (noninnogii, aHeynnogii) — 3MiHu
KiIbKOCTi XpOMOCOM B Habopi, WO HE CYNpPOBOAXKYIOTbCA
3MiIHaMM X CTPYKTYpM.

* AHeynnogii — HaMnoWMpPeEHiWMM KNac reHOMHMX MyTaLjiM,
O 3YMOBJIOIOTb OCHOBHI (POPMM XPOMOCOMHMX XBOPOO.
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/Comaqui MyTauii
OXOMJII0KTb OKPEMY AINAHKY
Tina, B AKiM BUHUKAM Ui My-
Tauii. CoMaTMyHi MyTauil He
nepeaarnTbCA HaCTYNHOMY
NOKONIHHIO Yyepes cTaTesi

\KniTMHM.
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3MiHa 3abGapB/IEHHA LWepPCTi

CoMaTHyHi

y TBapuH
MyTaLii

PakoBi KJ1iTUHU
y JIOAUHMU

. [lhogm iHworo
KOJIbOpY Y
POC/INH

Yy 3apOAKOBMX (CTaTeBUX)
KNiTUHaxX, NpM3BoAATb A0
PO3BUTKY NOBHICTIO
MYTAHTHOIO OpraHiamy i
nepeAarnTbCsA BiJ NOKOIHHA

\p,o MOKOJTiHHA.

/raMeTOBi MyTauii BMHMKa}OTb\

/

FameToOBI
MyTauii

CepnpoBuAaHoO-
KNiTUHHA aHeMmid



/> BAAW MyTaLlin 33
NPUYNHAMUN BUHUKHEHHA

OHTAHHI = | lon-
YHaCNiAOK NOMWU/IKU B
npoueci KonitoBaHHA
reHeTMYHOro martepiany)

(BMHUKAIOTD
YHaCcNigoK Ail Ha
reHeTUYHUN maTepian
30BHiILLHIX paKTOpPIB)




3a BIVIMBOM HA JKUTTEAIAJIBHICTH OPraHi3MiB

|& MY TALII |
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3HH)Kyl0Tb i 3a neBHUX YMOB
CHpYSHEEIOT, RHTTEAISVIBLHICTD et He BIJIMBAKOTH
3arubenb KHTTEAISILHICTD
ocoﬁun Ha opramm




Mepwy rpyny cKnagatoTb B/laCHE CMaAKoBi XBOPOOU, B AKUX €TiONIOriYHY
poJib Bigirpae cnajKkoBiCTb, po/ab cepeAoBMLLa NoAArace B Mmoaudikauil amwe
npoABiB 3axBoptoBaHHA. 1o Ui€T rpynu BXOAATb MOHOTE€HHO 0OYMOBJIEHI
XBOPOOM ((peHinkeToHypia, remodinia, axoHgponaasia), a TakoX Xpo-
MOCOMHi XBOpOOM.

Zlpyra rpyna — ue Tex crnagKoBi XBOpobM, AKi 3yMOBJIEHi NaTO0riYHO
MyTaUi€n, ogHaK AN X BUABNEHHA BXe HeobXxigHa cneundivyHa aida
cepegoBuula. TakMMK € HeQOCTATHICTb reMorno6iHy 8 (cepnosmaHo-
KNiTUHHA aHEeMif) Y MOro reTepo3uroTHMX HOCiiB.

TpeTio rpyny cksagac 6inblwicTb NOWMPEHMX XBOPOO, 0CO6/IMBO XBOPOO
NoAeN 3pinoro Ta Noxuaoro Biky (rinepToHiyHa xBopob6a, illeMiyHa XBopoba
cepusd, BMpa3sKa LWAYHKa Ta ABaHAAUATMAN0T KULWKKM Ta iH.). OCHOBHUM
eTioNoriYHMM (PaKTOPOM B iX BUHMKHEHHI € HECNPUAT/IMBA AiA cepenoBmLa,
OoAHaK peani3zauisa Ail dakTopa 3aneXuTb Big iHAMBIAYaIbHOT FEHETUYHO
AeTepPMiHOBAHOT CXUJIbHOCTI opraHi3my.

* Knacudikauii cnagkoBux naTonoriM 3a
BHECKOM NpHUYMHHOro paktopa



[eHHMM NpUHUMN Knacudikauii
CrnagKoBUX XBOPOO

[ eHHi XBOpoOM ]
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XpOMOCOMHi ]

XBOpoo6H
g BUKJIMKAHI
BIAXUNEHHAMMU Y
9 XpOMOCOMaXx )

-

BiJ MOKOJIIHHA A0 \
MNOKO/TIHHA MOXYTb He

nepegasaTtmca, a
CTPYKTYpPHi nepebyaosu
(IHBepCil, TpaHC/0KauiT)
nepeaarTbCA 3
A0JaTKOBMMM Mepe-
KOMOiHaLiaMM.




[[eHHa XBOpo6a XpOMOCOMHa XBOpoba

ApaxHoaaKTuniAa

«[laByKkoBi nanbyi» -
NaTO/IOriYHUM CTaH, NPU AKOMY
nasbLli aHOMasIbHO NOAOBXKEH; i

BY3bKi B MOpiBHAHHI 3 gonoreto.  LLlepelleBcbKoro- |
TepHepa

CuHgpom



CucTeMHOo-opraHHMU NpUHLUMN Knacudikauii
cnagKoBUX XBOpPO6

3a UMM NpUHUMNOM CnaZIkoBa NaTosioria Moxe 6yTh KnacudikoBaHa
B 3aJ1E}KHOCTI BiJ NepeBa*HOro NOWKOAXKEHHA TiET UM THLLIOT CUCTEMM
opraHiB (CnagKkoBi XBOPooM B o(pTasibMONOrii, OTOPUHONAPMHIOJION T,
HeBpoJiorii, ncuxiaTpil, AgepmMartoorii, optoneaii, neaiatpii,
raCTpoeHTeposIorii Ta iH.).

Xo4a y 6inbLloCTi BUNaAaKiB cnaZKoBi XBOPOOU € 6araTOCMCTEMHUMM.

~ T~

glaucoma cataract

CnagkoBa crnacTu4yHa xBopoba LUTptomnens
(ciMeMHa cnacTM4yHa napanneria)



[MaToreHeTUYHMM NPUHLMUN
Knacudikauii cnagkoBux XBopobo

MpuHyun Knacugikayii 3a NEPBMHHUM GIOXIMIYHUM Ae(DEKTOM,
L0 BUABASAETLCA NPU CNAaAKOBMX XBopobax. TaKa Knacudikauis

NOEAHYE 06M/IBA NOYATKU — FEHETUYHUM Ta di3ionoriyHmm
(KNiHiYHMK).
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*KniHiko-2eHeanoziyHul

* BausHoKosul
*MonynayiliHo-cmamucmuyHu(i
*JumozeHemuyYHul
*BioximiqyHul

* IMyHO102i14HUL

“Memod BuBYEHHSA pesbEPHUX
By3/1i8

*EKcnepuMeHmasibHe
MoO0eJIlnB8aHHA cnAdKoBUX XB0pob

“MeToAM BMBYEHHS

CNaaKoBOT NMNAaTO/10r 11




*CyTHiCTb MeToAy 3BOAMTLCA A0 BUABAEHHA POAMHHMX
3B’A3KIB Ta NpoCTeKYBaHHA XBOPOOM ab0 O3HAKM Yy CiM’T.

*TexHiyHO BiH CKN1afaeTbCA 3 ABOX eTaniB: NpoBeAeHHA
POAMHHOIO Ta reHeasnoriyHoro aHanisy. CknagaHHA
POAMHHMUX 3B’ A3KiB MOYMHAIOTb BiJ NpobdaHaa, AKMM
Ha3MBalTb OCOOY, LLO NepLloto noTpanuia y nose 30py
Nnikaps. 3a3BM4YaM poAoBia CKNaAaloTb 3a 0AHiE abo
KiZlbKOMa O3HaKaMM.

*B pesy/bTaTi aHanisy MoxHa 3’AcyBaTh, € 03HaKa
JOMIHAHTHOI YU pPeLEeCMBHOI); YU 34ernsieHa BOHa 3i
CTATTIO; UM € Pi3HMLUA YCragKyBaHHA O3HAKU KiHKaMM Ta
40JI0BiKaMM Ta iH.

*KniHiko-reHeasnoriyHum
meToa



Yenopasie 0003HaYeHUA:

O — JKiHKa

— Yonosik

O — bpak

]
O — [iTn ogHoro 6paky

. ‘ — [posaB 03HakK, Wo
YcnaaKoByeTbCA

[ eHeasioriyHa cxema ycrnagKyBaHHA O3HaKM



B/IM3HIOKOBUU MeTO/, 6a3yeTbCcA Ha NOPiBHAHHI O3HaK, LLUO

3yCTpivYalTbCA Y Pi3HMX rpyn 6M3HIOKIB. MpM LbOMY NPOBOASATL NOPiBHAHHA

MOHO3MIOTHUX BJIM3HIOKIB i3 AU3UIOTHUMM, NApTHEPIB MOHO3UIOTHMX Nap
MiX C060t0, 6epyTb pe3y/ibTaTH aHanizy 6/IM3HIOKOBOT BUOOPKM i 3arasibHO1

nonynauit.

(oAHOANLEBUMM,
iIEHTUYHMMMU) BSIM3HIOKAMMU
Ha3MBaloTb iHAUBIAIB, LLO
BMPOC/I1 3 OJHIET 3UroTH, AKa
noginmnaca Ha paHHix
cTafiax Apob6sieHHA Ha ABi

YAaCTUHMU /

NOPiBHAHHA
/ MOHO3UMOTHMMMU \

/

MeToa 403BONAE CYAMUTHU MPO
BiJHOCHY poJib CMAAKOBOCTi M
cepenoBuLla B MiH/IMBOCTI
Pi3HMX O03HAK OpraHiamy

N

[

AAn3UroTHi (ABOAKMLEBI,
HeiAEHTUYHI) 6/IM3HIOKM
BUHUKAIOTb YHACNi 40K
3an/1igHEHHA ABOX OJHOYaCHO

J103piNIMX ANLEKNITHH. y

. 4 .
KoHKopAaTHi, JAMCKOHKOpAaTHI,
AKICHA O3HaKa € AAIKiCHa O3HaKa €

B 060X

\ O/IM3HIOKIB PJAR

JI1LIEe B OZIHOIO 3
OJ/IN3HIOKIB

J

\__ &



*MeTog nonsrae B AOCAiAXKEHHI 03HaK Y BEJIMKUX rpynax,
O PO3Pi3HAKTLCA 3@ CNAagKOBMMM XapaKTEPUCTUKAMMU
(pacu, HauioHaNbHOCTI, €THiIYHI rpynu Ta iH.) abo 3a
YMOBaMM XKUTTA.

*MeToz [03BONAE BUBYMTM 3HAUYEHHA CMAZKOBMX XBOPOO,

PO/Ib CNAaZIKOBOIro CepefioBMLLA Y PO3BMUTKY XBOPOO 3i
CNAaZKOBUMM CXUIbHOCTAMMU, MPUYMHM Pi3HOT YaCTOTH

CnagKoBuX XBOp0oO6 y reorpadivyHmMx 30HaxX Ta pisHMX
nonynauiax.
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*MonynayiMHO-CTaTUCTUYHUIN METOA




*UuToreHeTUYHi MeToam

Aapo dibpobaacTa

AHanis ctaTteBoro bioximiuHi,
XpOMaTUHY TiNbLUS [ AHanis KapioTumny ] ]MyHOfIOI'i‘-IHi,
bappa LUMUTOJIOMYHI MeToaM
NpU 3HAXOAKEHHI Yy NpobaHaa B X041 KNiHIYHOro npu Nigo3pi Ha cnagKosi
06CTEXEHHA 03HaK OY/b-AKMX XPOMOCOMHMX XBOPOOU OOMiHY pe4oBUH
XBOpOO6 (rnikoreHosw, ixTios, iH.)
MeTo/ BMBYEHHH EKcnepuMeHTasibHe
penbedHUX BY3NiB MoAeNtoBaHHA
Ha LWKipi CNagKoBUX XBOPOO
6a3yeTbCcA Ha iHAMBiAya/IbHOMY 6a3yeTbCA Ha WUTYYHOMY
XapaKkTepi Kaniz1ApHOro pMCcyHka, PO3MHOXEHHi MyTaLiMHMX NiHiN

AKMM 3HAXOAMUTbCA Nifl reHETUYHUM TBapMH
KOHTPO/ZIEM



*3a AOMiHAHTHMM TUMOM YCMAAKOBYIOTbCA Pi3Hi
CKeJIETHi Ta iHWi aHOMaiT, WO He nepeLllKoAXalTb
PO3MHOXEHHI0, HE CKOPO4YIOTb TPMBAJIOCTi XKUTTA i
TOMY MaJ10 NigaatTbCca Big6opy.

*YcnagKkoBaHa 3a peLecMBHMM TUMOM XBOpoba
NPOABNAETLCA TOAI, KONU AiTU OAEPKYIOTb
NaToNorivyHMM reH o06ox 6atbkKiB. Cami K 6aTbKM, WO €
reTepo3nroTHUMM HOCISIMM O3HAKMU, 3a/IMLLAKTHCS
deHoTMNoBO 340poBUMU. TaKi 6aTbKM 4acTo
3HaxXoAATbCA Y 6J/IM3bKOPOAMHHMX LLNOOAX.

*T'eHHi XBOpo6M 332 TUMOM
ycnaaKyBaHHA



["'eHHiI xBopobu 3a OOMIHAHMHOK O3HAKOI0

Baratonanictb BposkeHa kaTapakTa OTOCK/Iepo3

N Bty G LW -

XBopob6a PekniHrayseHa

" sy

[porpecytoya xopes 'eTiHrToHa AxoHaponnasia



“ F'eHHi XBOPOGM 33 PELECHBHOI Q3HAKOI

/10 TaKMX XBOpOO Hanexartb AedeKTU aMiHOKUC/IOTHOrO O6MiHy
(beHinKeToHypif, anbbiHi3M, aflKanToOHYpiA), BpoAXKeHa
rNYXOHIMOTa, MiKpouedanisa, nirMmeHTonaris.

Hopyaasuniit pasmep rorosn Muxkpounedanua

S . y A\l
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DeHiNKeToHYPiA AnbbiHi3M



* AyTOCOMHO-JOMiHAHTHUIM — (PEHOTMMIYHO
NaToNOriYHUM CTaH — BUABAETLCA Y reTePO3UroT;

* AYyTOCOMHO-peLeCUBHUN—(DEHOTUNIYHO
NaTONOriYHUM CTAH — BMABJIAETLCA Y
FOMO3UIOTHOMY CTaHi;

*X-3yenneHe cnagKyBaHHA — reHW JIOKani3oBaHi B X-
XPOMOCOMi (X-34enaeHnn TMn cnagKyBaHHSA, X-
34enaeHMU AOMIHAHTHUM TUM CNaJKyBaHHS).

*TUnu cNaaKoBOCT]



[[eHHi XBOpobU KNnacudikyoTbCa 3a 6i0XiMiYHMM
NOTEHLia/IoOM, Y 3a/IEXKHOCTI Bif TOro, AKi 6iIKK
ypaxKeHi — CTPYKTYpPHi, TPAHMOPTHi Y1 (DEPMEHTHI.

CuHapoM Enepca—ZJaHnoca, npu akomy nopyuie-
Ha CTPYKTYypa KonareHy (MyTayisa CTPYKTYPHMX
6inKiB). CUHAPOM XapaKTepM3YETbCA NigBULLEHOID
€/1aCTUYHICTIO WKipKH, 36iNbLLUEHHAM PYXOMOCTI
cyrnob6ie, BigwapyBaHHAM CiTKiBKM, MigBMBUXOM
KpULITaIMKa.

YpaxKeHHA TpaHCNopTHUX 6inKiB BiA3HAYAETLCA NpU
Ni3MHYPUYHiIU HenepeHOCUMOCTi 6inlKa, Npu AKiK
NOPYLYETbLCA TPAHCMOPT aMiHOKUC/IOT B HUPKOBUX
KaHa/bLAX.

EH3MMonarii nogineHi Ha xsopoou
HaKOMMYeHHA NiniAaiB, rnikorexy,
rNikonpoTeiHiB, NopyLeHHA aMiHO-
KMCNOTHOro, BYrneBoAHOro, nypMHOBOro
Ta NipuMiAMHOBOro 0OMiHiB, MNOpPYLUEHHHA
FOPMOHOreHesy Ta iH.

EH3MMONaTiA - ue BpoaeHnn
AedeKT eH3MMa, Lo NpuU3BoAUTb
[0 YyNoBiZIbHEHHA ab0o A0
HEMOX/JIMBOCTi NpoBeAEHHA
peaKLin, Lo KaTasli3ye eH3MM
(MyTauis dpepMeHTHoro 6iska).



MoepexAaeHne ronoBHOro MO3ra

Karapakra
e NoepexaeHne KocTen

'

MoepexaeHne NevYeHu

MoepexaeHne nodek

[[anakTo3emii Pi3KO 3HMXKEHa

aKTUBHICTb (DEPMEHTY ralakTo30- 1-
docat-ypuanntTpaHcdepasm, BHaC1ig0K
4Oro NOpyLWYyeETbCA NEPETBOPEHHA raslakTo3u
y dpyKTO3Y.

AK KiHUEeBUM pe3ynbTaT NPUrHIYYETHLCS
depMeHTaTUBHI peakuil Byrn1esogHoro
OOMiHY, BiAOYBAETLCA YpaXKEHHA MNEYiHKMU,
MO3KY, 3arajibHe rnopyLleHHA PO3BUTKY.



'pynn XpoOMOCOMHMX XBOPO6

BuUKAMKaHI reHOMHUMH
MyTauisiMM, TOOTO 3MiHAMM
Ki/IbKOCTi XpOMOCOM
(moninnoaii, aHeynnoAil)
Npu 36epeXeHHi CTPYKTYpuH

\_ OCTaHHix, Ta XBOpOo6MU y

4 )

3yMOBJ/IEHi XPOMOCOMHMMMU
MyTauisiMM, TOOTO 3MiHAMM
CTPYKTYPH XPOMOCOMM
(TpaHcoKauil, iHBepCil,
Aeneuit)

- J

XpPOMOCOMHa XBOpob6a Moxke
BUHMKHYTU BHACNiAOK
MyTaLiM y KniTMHaxX
eMb6pioHa Ha paHHix cTafiax
MOro po3BUTKY (0COBIMBO Ha
CcTafiax Apo6JsIeHHA 3UrOTH)

baratorpaHHicTb ypaxeHb:
YyepenHo-MO3KO0Bi Ancrap-
MOHIi1, BpOAXeHi Baau
PO3BMTKY BHYTPiLLHIX Ta
30BHIiLLHiX opraHis, yno-
Bi/IbHEHUM PiCT Ta PO3BMTOK,
BiACTaBaHHA Yy NCUXIYHOMY
PO3BUTKY




*XpoMocoMHi xsopobu

|
. —
»

A\ f |
cuHApoMm LllepelueBcbkoro-TepHepa
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cuHapoM KnarHdenbtepa cuHApoM [JlayHa



MpUNNKOCHYTBIA HOC U UL,
NPUNOAHSATbIE BBEPX

CKOLWEeHHbIe rnasa.
OaMHOYHas cknafaka Ha napoxu ("obesbsHbs”)

YKOPOYEHHbIN NATbIN naneu,

NOBEPHYTbI BHYTPb.

[laneko oTcTaBneHHbi Bonbloi naney,

U pasBuUTbie KOXXHble CKNaaKu Ha CTynHe.

*XBopo6a /layHa
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Puc. 37.6. Cundpom LayHa

A. Obnuyys Gumuru i3 cuHopomom LayHa.

B. Xpomocomnull Habip npu cuxdpomi JayHa.
B. 3anexHicmb iMOSIDHOCMT HAPOOXEHHSA
dumuHu i3 cuHOpomom LayHa ei0 eiky mamepi.

*HaaBHicTb TpMCOMIT 3a
21-o10 napoto
XPOMOCOM. 3araJ/ibHa
Ki/IbKiCTb XPOMOCOM —
47, X044 MOXKe byTU 1 46
(Le o3Ha4ae, Lo 3auBa
21-11a XxpoMocomMa
3/IMNacq 3 OgHI€l0 3
BEJIMKUX, HaNpuKaag, i3
15-010).

*CnocTepiraetbca
pO3yMoOBa BiACTaNiCTb;

*0auH BMNagoK Ha 500—
600 poais. *KiHKM 3
XxBopob6oto JayHa iHKou
MaloTb AiTeMU.



Cunppom KnavHdenstepa

1) kapiotun: 47, XXY

2) yactota: 1/2000
HOBOHAaPOMKEHUX;

3) BUCOKOro 3pOCTY;

4) LOBTI KIHUIBKW, BEJIUKI KUCTI Ta
cTonu;

5) riHeKoMacTIA (MOXYTb BYyTH
PO3BUHEHI MOJIOYHI 3a/1031),

6) Masi se4vka, asocnepmis
(BIACYTHICTb CnepmMaTtosoiaiB y
CIM'SIHIW piANHI);

7) 6e3nnigas




Cunppom IlllepenieBCbKOro-
TepHepa

1) kapiotun: 45, X0

2) yactoTta: 1/2000 HOBOHapO4KEHMUX;

3) HU3bLKUN 3PICT;

4) KpunonoAibHi CKknagku Ha LWui;

 5) HU3bKKUI PICT BO/IOCCA HA NOTUNULY;

- 6) HeJOPO3BUHEHI MOMOYHI 3a103K;

7) HeJOPO3BUHEHI SEYHUKN,

8) Ak NnpaBuio, HOpMasbHUN
PO3YMOBUI PO3BUTOK;

| 9) 6esnnigas



™.  Cunapom Tpucomii-X
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x*\y 1) kapiomun: 47, XXX
/ 2) wacmoma: 1/1000
.g‘ ‘ HOBOHAP OONCEHUX,
3) sucoxuu 3picm,

u T “ 0 Xy0opiAasicmo,

“  4) nopywenns cmamegozo
PO3BUMKY
(MeHCmPYanbHO20 YUK,
PAHHIU KTIMAKC);

5) nonuscenuu inmenexm;

6) penpoOdyKmueHa 30amHiCmo
obMmedicena




* MoHO2eHHi x80pobu 3i cNaOKOBUMU CXUJIbHOCMAMU
— L& CXMJIbHOCTi, NOB’A3aHi 3i CNagKoBOK MyTaui€to
oAiHoro reHa. loTpebye 060B’A3KOBOI Ail
cneundiyHoro akTopa 30BHiLLHbOro cepeoBuLLa
(3abpyAHEHHSA NMOBITPA, Xap4oBUX NMPOAYKTIB, /iKiB).

*MonizeHHi x80pobu 3i cNAOKOBUMU CXUJILHOCMAMU
BM3Ha4aloTbCsl 6aratbMa reHaMm, KOXHMM 3 SIKUX €
CKOpille HOPMaJIbHUM, HiXK NaTONIOr4YHMM
(rinepToHi4YHa XBopoba, aTepOCK1epo3, BUpPa3Ka
WWYHKA, WK3oppeHia, 6poHxiasbHa acTMa, rncopias,
LYKpOBMMK AiabeT, wm3odpeHia Ta iH.). BuasnsioTbea y
B3aEMO/i1 3 KOMMJIEKCOM (PaKTOpPiB 30BHILLIHLOrO Ce-
peaoBMLLaA.

* XB8opobu 3i cnadKosor cXu/IbHiCMIo



* CuMnmomamuyHe JIKYBAHHA — NiKapcbKe, XipypriyHe
(BMAaNeHHA abo 3amiHa ypaeHUX AIAHOK, HanpuKiaj,
No/1ino3y NPsAMOT KULLIKM, KOPEKLLis NpU HE3POCTaHHi BEPXHbOI
ryom, npy BpOAKEHMX MOpPOKax cepus).

* [MamozeHemuyHe JNNIKYBAHHA — KopeKu,m OO6MiHY pevyoBMH
(MpM3HAYeHHA AIETU 3 HU3bKMM BMICTOM cbeHmanaHlHy npu
CI)eHU'IKeTOHypH 3anobirae po3BMTKY po3yMoOBOI BiACTaNOCTi i
H.).

* EmionoziyHe JIIKYBAHHA. 3aBAAKM yCNiXaM MOJIEKYIAPHOI
6io10rii Ta reHHOo1 iHXeHepil, NPO HbOro MOXHa rOBOPUTHU AK
NpO NEPCNeKTUBY: MOXKJIMBUM OyZe BKIHOUYEHHSA LUTYYHO
OTPMMaHMX reHiB JO FrEHOMY JIOAMHW; BUKOPUCTaHHS
CMPSAMOBAHOM0 XiMI4YHOrO MyTareHesy; BUMPaB/IEHHS
reHeTM4YHoro aedekTy TpaHchopmaLiv y eyKapioTiB.

* MPUHUMNY NiKyBaHHA i npodiNakTUKK
CNaaKoBMX XBOPOO Ta XBOPOO 3i
CNnagKoBMMMU CXUJIBHOCTAMMU



[Tlpoginakmuxka cnadKkosorl

nairnoJsioceii

*Cepio3Ha npobsiema NpodinakTMKM — iHAYKOBaHMM MyTareHes
yepes Ailo XiMiYHMX, Pi3UYHKMX Ta 61010 4YHMX PaKTopiB
cepeoBMLLA, KiNbKiCTb AKMX MOCTiIMHO 36iNblLUYETHCA Y 3B’ A3KY
3 HAYKOBO-TEXHIYHMM MPOrpecom.

*HaM6inbLu MNOLUMPEHNM Ta €e(PEKTUBHMM MiAX0A40M A0
Npo@iNaKTUKU CNaJKOBUX XBOPOO € MeAUKO-reHETUYHE
KOHCY/IbTyBaHHSA. CyTHiCTb MOro nonsira€ y BM3Ha4Y€HHi
MPOrHO3y HapOAXXEHHA AUTUHM 3i CNaAKoBOO XBopo6oro y
NOACHEHH] MMOB]pHOCT] TAKOT NaTo/I0ri1 Ta KOHCYIbTau il
POAMHI W00 NPUMHATTA PilUEHHA NPO HAPOAXKEHHA ANTUHM.




* ['eHeTMKa—HayKa Npo CNaAKoBiCTb i MiHAIMBICTb opraHiamy.

* ['eHOTMN—CnaZIKoEMHa OCHOBA, CYKYMHIiCTb YCiX CnaKoBMX
daKTopiB NEBHOro opraHiamy, 3akjaZleHa B reHax.

* JIoMiHaHTHUM (MYTaHTHUIM) — NepeBaXKHMM, NaHYYMM, O
BMAB/ISETbCS B MOTOMCTBi Y 6y/1b-AKOMY BUNAAKY.

* Kapiotmn — BigmiHHa o3Haka agpa.

* MyTauis—KinbKicHi UM AKicHi 3MiHM opraHi3my, nepesaHi B
npoueci penaikayil reHoTuny Big KNiTUHU A0 KNiTUHMK i Bij,
NOKOJ1IHHA 10 NMOKOJ/iIHHSA.

* PeLleCMBHUM— NPUXOBaHWUM (NAaTEHTHUI), WO BUABAAETLCA
TiZIbKU B FOMO3UIOTHOMY CTaHi.

*Ba3nCHi NOHATTA
(BU3HAYEHHSA)



* 19KYI0 3a yBary



