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OcobnmnBOCTI KHIKX CNaaKOBUX
3axXBOPHOBAHb
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XPOMOCOMHI NaToforii

CrnaaKkoBi 3aXBOPHOBAHHSA 3 HEKITACUYHUM
TUMNOM yCMaAKyBaHHS




[eHeTMKa Ta npobnemMa 3axBOPKBaHb Yy JOAMHL TICHO MOB'G3aHI MiX
cobot0. ICHye BenmKka KinbKiCTb BXe BM3HAYeHUX MyTaui Ta aHoManiu
Kl CMPUYUNHAOTE BUHUKHEHHA Ta PO3BUTOK MEBHUX 3axBOPHOBaAHb.
Haxanb, OINMbLUICTb TFEHETUYHUX BIOXWUIIEHb Ta aHOMasih y TEeHOMI
NOONHY BUKINKAKTb BUHUKHEHHSA BIAXWIEHb Y PO3BUTKY JIHOANHU B
LiloMy Ta BMAMBAKOTb Ha il PO3YyMOBI 34IOHOCTI Ta MCUXOJSONYHI
OCODNNBOCTI.

Cxema reHHnx 3axBoproBaHb

My-ramﬂmﬁ 3M|HeH“ﬁ
anenb NepBUHHUIA







CrnafKoBl 3axXBOPHBAHHA — L& MatoSIoriyHi CTaHM B OCHOBI SKUX JexaTb
3MIHM Y CchnafdkoBOMY anapati woauHu (MyTauil Ta adomanii). Cepef
HEPBOBMX 3axBOPKOBaHb  BUAINAOTL  NpubnmaHo 350  3axBOPHOBaAHb
ODOYyMOBJIEHI TEHHMMK MyTauiamu. CrnagkoBi 3axXBOPHBAHHA He 3aBXAu
BUABNATLCA Y ANTUHW NPU HAPOAXEHHI, Y, HABITb Y AUTAYOMY BILl. IHKOSK
BOHW BUHWMKAKOTb NMLLIE Y 3PINTOMY, YK, HABITb, MOXMOMY BIL. | Le CTaHOBUTL
Hebe3neky, 60 A0 NosABK KIIHIYHMX MPOSBIB 3aXBOPHOBAHHS NIHOAMHA MOXE
raakm He Matn NpPo HaaBHICTb Yy HEl NeBHUX BIAXWUIEHb, Taka NOANHA MOXE
OAPYXUTNCHA, MATWU BraCcHUX AiTeN AKUM TakoX nepefana BXe Lo MyTaujko
Y aHOManIHo.




MOHOreHHI 3axBOPHOBAHHA BUKIIMKAHI MyTaLIE OAHOIO OKPEMOro TeHY.
[latonorii MOXyTb ByTn 0OYMOBIEHI HE TIfIbKM-HO 3MIHAMU SAEPHUX TEHIB, ane
N MyTaLIAMM Y TeHax MITOXOHAPIW.

XPOMOCOMHI CUHAPOMU ODYMOBJIIEHI aHOMasigMK KiNbKOCTI abo CTPYKTypw
XPOMOCOM.

barato@akTopHi 3axBOPHOBAHHA — LEe 3axBOPHBaHHA 31 CrMaaKoBOK
CXUJTbHICTIO A5 MOSABU AKMX MOTPIOHMA Ha AO04ATOK OO FEHETUYHOI CKadoBOI
BMNIMB YMOB HaBKOJIMLLHLOIO cepeaoBuLLa. [eHeTUYHA CXUMBbHICTb A0 MEBHMX
3aXBOPHOBAHb MOXe OyTM BUKNIMKAHA HEBAANUM MOEAHAHHAM HOPMasbHUX
eHIB Y OAHOMY TeHOMI. AKLWIO pPOo3rnagaTi KOXeH reH OKPeMO — BOHM
HOPMarbHI, @ OCb X CYKYMNHa Aid B OpraHiami BM3Ha4Yae CXUIbHICTb A0 NEBHMUX
3aXBOPOBAHb.







[1na cnagkoBOi MaToNorii XapakTepHi Taki 0CODNMBOCTI.

1. CIMEMHUM XapaKTep 3axBOPHBaAHHA. BogHOYAC HasBHICTb 3aXBOPHOBAHHS
TIMbKW B OAHOMO 4fieHa CIMT He BUKJHOYAE CMNAAKOBOrO XapakTepy
3aXBOPHOBAHHSA, OCKINIbKM  DaTbKKM  XBOPOro  MOMM  ByTM  340P0OBUMM
retTepo3nroTHAMIN  HOCIAMW  PELIECMBHOIO MaTtosiornyHoro reHa. [HoMIHAHTHI
MOHOI€HHI 3aXBOPOBAHHA | XPOMOCOMHI 3aXBOPHOBAHHA YAaCTO BUMHUKAOTL SAK
HOBI MyTaLlii y AiTen 340p0BNX DATLKIB.

2. XPOHIYHWW, TPOTPEdIEHTHNA, peuuamByroumnin  nepebir.  [latonorivyHmi
reHOTUMN Ai€ MOCTINHO, LM MOSACHIETLCA XPOHIYHUK PeEUUONBYHOUMIA Nepeobir
CNaZKOBMX 3axBOPHOBaHb. [lporpedieHTHU nepebir (3 BIKOM CTaH XBOPOro
ODTAXKYETbCA) XapaKTeEPHUM AN ChaZKOBMX MOPYLUEHb OOMIHY PEYOBUH,
OCOOSIMBO XBOPOO HAKOMUYEHHS, MPU AKKX Y KIIITUHAX HaKOMUYYHTbCS BEJIUKI
MOJIEKYIIN.




3. BpoaxeHnin xapaktep 3axBOPHOBAHHA XapakTepHuin Ang baraTbox, ane He
014 BCIX CNagKoOBMX 3aXBOPHOBaHb. bINbLUICTE XPOMOCOMHUX 3aXBOPHOBAHbL |
O6NM3bKO 25 Y% MOHOTEHHUX BUSBNATLCA 3 MOMEHTY HAapOAXeHHS. PeluTta — B
PI3HOMY BIL (BiA KiNIbKOX AHIB A0 CTApeyoro BiKy). 3 iHLIOroO OOKy, He BCi
BPOAKEHI 3aXBOPKOBAHHA | BaAM PO3BUTKY Hanexatb A0 ChagkoBMX
(anKOrofNbHWUM  CUHAPOM NNnofa, AiabetnyHa embpioeTonatia Ta LI,
CNPUYNHEHI AiEr0 TepaTOreHHMX doakTopiB).

4. 3any4yeHHsd B MaTtomnorivyHMiA npoLec baratbox opraHiB abo HaBiTb CUCTEM
OopraHiB [03BOSIAE NPUNyCcKaTy CcrnagkoBy natonorito. Lle noAacHeTbCH
NNENOTPONHOK  AIEt0  TeHIB  (NNenoTponida — BMKMB  OAHOMO reHa Ha

doopmyBaHHA HaraTbOx O3HaK).



5. HagBHICTb cneunmivyHnX CUMMNTOMIB CMadKOoBMX 3aXBOPHOBAHb XapaKTepHa
He [O5i9 BCIX 3axBOPHOBAHb, afie BOHM BaXJMBI, OCKIMbKX [A03BONAKOTH
CBOEYACHO AlarHOCTyBaTK CnaaKoBy Matoforito. [Npuknaan: MuLiaymin 3anax
cedl Ta MoTy NPU EHINTKETOHYPIT; Nfad, Lo Haragye HABKaHHA KOLLEHATK,
NP XPOMOCOMHIM NATONOrT «CUHAPOMI KOTAYOI0 KPUKY» Ta IH.

6. Pe3UCTEHTHICTb A0 HaWmowupeHilnx Metodis  Tepanii. CbOroAHi
PO3POONIEHO METOAN MIKYBAHHA OEAKMX CMaZKOBUX 3aXBOPHOBAHb, ane BOHWU
OyXXe BIAPI3HATLECA  Bi4 METOAIB  JlIKyBAHHA MOLUMPEHUX HecnaaKoBMX
3aXBOPHOBAHb.







MyTauinHa 3MiHa HYyKNeoTuaHOI NOCNiAOBHOCTI Yy Monekyni OHK € npuynHor
TaKMX  CMagKkoBMX  3axBOproBaHb. Chneundika nartoreHedy  MOHOMEHHMUX
3aXBOPHOBAHb 3YMOBJfIEHA OCOOMMBOCTAMKM  XIMIYHOI  MPUPOAM  MEPBUHHOIO
NPOAYKTY reHa, ODYMOBIIEHMMU KOHKPETHOK MYyTaLiero, | POSI, GKY MPOAYKT
BiAIrpae B XUTTEQIANBLHOCTI OpraHiaMy. Y pasi MmyTauii, Lo 3yMOBJIOKTbL MOBHY
BIACYTHICTb HEODXIAHOI OpraHiamy PeYyoBMHW (Hanpukiag, COMATOTPOMHOIo
rOPMOHY abo umtoxpomy-450), HOopManbHWUMA PO3BUTOK  YTPYAHEHUM abo
HEMOXIMBUW. 3a I[HLWIMX MyTalin, WO MNPU3BOAATL A0 Aediumty OionorivyHo
aKTUBHOI PEYOBMHM abo CTPYKTYPHOro 6Oinka, BUHUKAKOTb 3aXBOPHOBAHHY, SKi
CNPUYNHAKOTL PO3NaL CTPYKTYPW Ta QOYHKLINA MEBHUX TKAHWH, OpraHiB abo
doi3I0NOrNYHNX CUCTEM.




BapiaHTn naTtoreHedy MOHOIMeHHWX  (MeHZENo4YMX)  3axXBOPHBAHb
PIBHOMAHITHI, L0 3YMOB/IEHO 3HAYHOK KIiSIbKICTHO MOPYLUEHb DIOXIMIYHMX
peakuin, aKi BiabyBatoTbCH B OpraHiami. Heasaxaroum Ha Le, BUOKPEMIIEHO
OedKl 3arasibHi 3aKOHOMIPHOCTI PO3BUTKY MOHOMEHHMX OOPM MaTONOTIi.
Hanpuknag, woao araTtboxX CrnagkoBMX 3axXBOPHOBAHb OOMIHY pPeYOBUH
3'4COBAHO HAABHICTb NPAMOro 3B'43KY MK MyTAHTHMUM FE€HOM | MOPYLLEHO
DIOXIMIYHOK PeaKLieto.

Ha tenep BIAKPUTO | AeTallbHO OMMCAHO COTHI BUAIB CMafKoBMX aHOManIW
MeTaboniamy, CrPUUYMHEHUX MyTaLLIEHOD OAHOIO reHa. 3yMOBJfieHa MyTaLlierD
reHa aHomarsnisgs aMiHOKMUCIOTHOI MOCNIAOBHOCTI MOMINENTUAHOIO JiaHLutora
ICTOTHO MOpYLUAE aKTUBHICTb (PepMeHTIB. binbLUICTb BMMNAAKIB CraaKkoBmMX
NnaTosnorin 0OMiHY PEYOBUH MOB'A3aHI CaMe 3i 3MIHO aKTUBHOCTI DEPMEHTIB,
O MPWU3BOAMTL A0 po3nagy abo  3ynnHKM  peakuin  y  naHLo3si
MeTaboni3My, HACNIAKOM YOro CTaHe PO3BUTOK MEBHOI 3aXBOPHOBAHHS.




1oy LbOMY 3aXBOPHOBAHHSA MOXE BUHUKATL 3 TAKUX MPUYUNH;

1. HaKOMWYeHHd cybcTpaTty (HaANMLLKY) PEeYOBUHW  (Hampuknag,
Lepebposnay npu xBopobi [owwe), dka nigndrae aii QepMeHTy;

2. 30iNbLUEHHSA BMICTY PEYOBUHM MonepeaHuka (Hanpukniag, METIOHIHY
NPV LUNCTATUOHIHYPI);

3. HEeOOCTOTHE VYTBOPEHHA PedoBMHW (Hacamnepen AediunT UUTUAIH-
Tpudhocary npwv OpPOTOBIN aumMaypii);

4. 30iMbLUEHHA  KOHLEHTPALUll  TOKCUYHMUX  TMPOAYKTIB  MeTabosizmy
(Hanpwuknag, doeHinaueTMnriTamMiHy, doeHINouTOBOI,
doeHINMNIPOBMHOIPAAHOI KUCIIOTU Ta IHLLUMX QOEHISIKETOHOBUX MOXIAHUX MPK
doeHINKeToHypIi).




[lpoTe HaBITb Yy pasl CXOXOCTI BUAy TMOpYyLUeHb, Hanpukniag, npw
HaKOMUYeHHI cybcTparty, MexaHi3aMmn PO3BUTKY PIZHUX 3aXBOPKOBAHb DyayTh
HeoAHaKOBUMMW. B ogHomy  Bumagky — cybctpar  (MPUMIPOM,
BMICOKOMOJIEKYISIPHA PEYOBMHA Y pasi aMOBPOTUYHOI iaioTil Tea-Cakca),
LLIO HArpoMaaXyeTbCd, MOXe BIAKNAAATUCA B KiiTKUHaX, MNOCTYNoBO
npu3BoaauM Ao X 3armbeni.  3a  HWKWX  YMOB  HAAJIMLLIOK

HM3bKOMONEKYNAPHOI  PO3YMHHOI  PEYOBUMHM  3YMOBIIHOE | BUCOKY
KOHLIEHTPALIO B OIOfOriYyHMX  piaMHax opradHiamy. Hanpuknag, npu
rafiakTo3emii (BHaACNIAOK HeOCTaTHOCTI ranakto3o-1-gocdar-

ypuanntpaHcdepasmn) BiabyBaeTbCa HaKOMUYEHHS [HoKO30-1-chocdary,
TOKCUYHI KOHLEHTPaLIl 9KOro Bpa)karTb PI3HI TKAHWUHW, CMPUYNHIOYUN
LUMPO3 MEeYiHKW, KaTapakTy, YLIKOAXEHHA HWMPOK, HEWMPOHIB TOSIOBHOIO
MO3KY.




Binomo npmnbnmnazHo 4000 reHHnX 3axXBOPHOBaHb, XapaKkTep yCraakyBaHHA AKMX
BM3Ha4aeTbCd 3akoHamm  MeHaend. BoHWM  CTAHOBNATL  UWCHEHHY Ta
PIBHOMAHITHY 3a KJIHIYHOK KapTMHOK Tpyny MaTosnorin, OCHOBOK HKUX €
MyTaLig ogHoro reHa. CepeaHsa 3aranbHa YactoTa HOBOHAPOXEHMX 13 TaKUMU
XxBopobamu ctaHoBUTbL 1%. 13 Hux npubnmuaHo 50% ypaxeHi ayTOCOMHO-
OOMIHAHTHUMK  naTonoriamu, 25% — ayTOCOMHO-peuucuMBHUMKN Ta 25% -
34ernnieHnMmn 3 X-XPOMOCOMOR. 3axXBOPHOBAHHA, AETEPMIHOBAHI reHamu, SKi
MICTATbCA B Y-XPOMOCOMI 4M MITOXOHAPIAX, TPaNMATbCA AyXe PIaKo.
3axBOPIOBAHHA BBaXakTb [AOCUTb MOLUMPEHUM, HKLLIO MOro 4acTtoTa cdrae
1:10000 HoBoHapogxeHmx. 3a 4dactotn 1: 11000-40000 HOBOHaAPOOKEHMX
NnaTosioria Mae cepenHto NOLLUMPEHICTb.




HamsigoMiluMMy  ayTOCOMHO-AOMIHAHTHUMKM  3aXBOPKBAHHAMKM € XBOPODLAa
[EHTVUHITOHA, CUHOPOM MapdaHa, CUHOPOM Xonta-Opama,
HerpoibpoMaTos, CePrOonoaiOHOKMNITUHHO aHeMid, MEPIOANYHUA Mapaniy.
XapaKkTepHa O3HaKa LMX 3axBOPHOBAHb — MOPYLLUEHHA CUHTE3Y CTPYKTYPHUX
abo creyndiyHmx OinkiB. [ig MyTaHTHOrO reHa BUSBNAETbCA MPAKTUYHO
3aBXAW. XBOPI XJIONYMKK Ta AiBYATKA HAPOAXYTbCH 3 OHAKOBOK YaCTOTOHO.




Bizomo noHag 150 ayTOCOMHO-PELECUBHUX NATOMONIN, XapaKTEPHOK O3HAKO
AKMX € NOPYLLUEHHHA CPYHKLLIT OAHOrO YUK KiflbKOX OEePMEHTIB. Takl 3aXBOPHOBAHHS
Ha3MBatOTb pepmMeHTonaTtigMu, abo eHanmonaTiaMmu. HarnoLumpeHili 3 HUX —
MYKOBICLIMA03, doeHINKeTOHYPIA, raniakTo3emis, XBOpOOAa [oLLE,
aflpeHoreHITanbHNU CUHAPOM Ta IH. [igd MyTaHTHOro reHa BUABMAETLCH SULLE Y
FOMO3UTOTHOMY CTaHi. XBOPI XJIOMNYMKKM Ta AiB4aTka HapPOOXYHTbCA 3

OA4HAKOBOHK YaCTOTOHRO. BaTbKo MaTu
HOC i HOC i
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Binomo noHag 370 3axBOptoBaHb, 34ernieHnx (abo MMOBIPHO 34enieHunx) i3 X-
XPOMOCOMO. T9XKKICTb 3axXBOPHOBAHHA 3anexuTb Big cTaTi. [1OBHUW MPOSB
3aXBOPIOBAHHA CrOCTEpIraTb  MEepPEeBaXHO Yy YOMOBIKIB, OCKITbKM  BOHWU
rEMI3UTOTHI 32 reHamy NokKaniaoBaHUMM Yy X-XPOMOCOMI. AKLLO MaToNoriyHum
[eH € PeLeCUBHUM TO TeTePO3UTOTHI XIHKM 30PO0BI, alne € HOCIAMU LibOro reHa,
a TOMOJIOMYHI XIHO4YI eMOPIOHN MepeBaXxXHO neTasnbHi. Y pasi AOMIHAHTHOCTI
AHOMasIbHOr0 reHa TreTepo3nroTHI  XIHKKM  BPaXeHi  JIerko  OOpPMOHD
3aXBOPKOBAHHA, a TOMO3WUIOTHI JieTallbHIl. Y YONOBIKIB TiIbKM OAHA  X-
XPOMOCOMa, TOMY Yy HUX X-34erjieHe 3axXBOPKBAHHA 4YacTille BUABNAETHCH
MOBHICTIO HE3alieXXHO BI4 TOro, AOMIHAHTHUA 4YKM PELIECUBHUA MATOreHHUM
anenb.




BaxnnBoro 0COBNMBICTHO X-34ernieHoro ycnaZkyBaHHA € Te, L0 O3Haka He
nepefacTbCd MO YOJOBIYIA  JiHIT, OCKINIbKM CWUH OTpUMye Big Oatbka Y-
XpoMocoMy. [1poTe BCi A04YKM DaTtbka, ypaxXeHOro X-34ersieHo XBOPOOOoH,
YCMaZAKOBYHOTb aHOMalbHUW anesb reHa.

X-34ernieHl AOMIHAHTHI 3aXBOPKOBAHHSA TPAMMNATLCA PIALLE, HDK PELECUBHI.
HameigoMilimnmu € rinocpocarteMiyHmin paxit, cnHapom brnoxa-Cynbubeprepa,
ocepefKkoBa Me3oeKkTodepMalribHa Aucnnasida, aeaki qopMn HedpPOoreHHoro
HELLYKPOBOro AiabeTty, TeMHa emMarb 3y0iB. XBOPIOTb AK YOMOBIKW, TaK | XIHKN.

Namka
AiNAHKa
HopmanoHa X-xpomocoma JNlomka X-xpomocoma




X-34ernyieHl pPeuncrBHI 3axXBOPHOBAHHA. Ha LUl 3aXBOPKBAHHA HE3OYXKYHTb
NnepeBa)KHO YOJIOBIKW. TAXKICTb TaKMX MaToSorNn BaAPIOE B LLUMPOKUX Mexax: Y
YOJOBIKIB — Big ©be3nnigasa 3a cuHapoMmy Jlela_HainxaHa 0o NOPIBHAHO NETrKMX
NOpYLUEHb Yy BUMALI AEAKMX POPM OBNUCIHHA. [10 X-34enneHux peLecuBHUX
3aXBOPIOBaHb Hanexatb Miognctpomiga [iolieHa, remMominiga, aHrgpoTnyHa
eKktoZepmMasibHa Aucnnasid, BPOAXKEHa Trinonsmasiga  HagHWMPKOBUX  3a103,
aZipeHonenkogncTpodId, AanbTOHI3M Ta IH.




Y-34enseHi 3axBoptoBaHHA. Lux natonorin BigoMO Hebarato, OCKINbKM
4OJIOBIYa CTaTeBa XPOMOCOMa Ma€ He3HauyHY KifbKiCTb reHiB (4o 100), 3 aKkumx
IAeHTNdIKoBaAHO NpubnnaHo 20. [eHn, gKi BU3Ha4aroTb Taki matosoril, He MaroTb
aHanoriB y X-xpoMocomi. Omxe, Y-34enneH 3axBOptoBaHHA 3yMOBJEHI NMLLIE
OAHWM arneneM, BUSBMAKTLCA TINIbKM Yy YOJSOBIKIB | nepenarTbcs Bif Oartbka

yCiM cuHam. O uMx 3axBOPHOBaAHb HaflexaTb as0ocnepmid, rinepTpmuxos,
NePETUHKM MK NanbLUAMK HIT Ta IXTIO3.

Y Chromosome




CTaTeBi XPOMOCOMU JIHOAMHM X Ta Y MalTb TAKOX TOMOJIOMYHI AiINAHKK 3
anenbHUMM reHamMu, gKi 3 OHAKOBOK BIPOTMAHICTIO HasBHI B ODOX CTaTew.
O3Haky, [OeTepMIHOBaAHI LUMMK  TeHamy, YCraAKkoBYHOTbCH 3a 3aKOHaMWU
MeHaoena 4k 3BWYalHI ayTOCOMHI O3HaKkW. [0 peLecuBHUX MaTosorin,
3YMOBJIEHUX aNneslbHUMKW reHaMmmn X Ta Y-XPOMOCOM, Hanexatb oaHa i3 oopm
NIrMEeHTHOI KcepoaepMu, roHaHUA ANCTeHe3 Ta 3arasibHa KosibopoBa CrlinoTa.




MiTOXOHApPIaNbHI  3aXBOPIOBaAHHA.  [ledekT  Oyab-9Koro 3 PEPMEHTIB
MITOXOHZPIN MopyLUye iX doyHKUt0. Cy4vacHin meauuumHi BigoMo Maxe 200
TaKMX 3axBOPHOBaAHb. B iX KMIHILI TpanngaTbCa PI3HI NATOMNOrI, ane AOMIHYHTh
ypaxeHHda LHC Tta M930BOI TKaHuHW. [O CnagkoBMX MITOXOHAPIANbHUX
NaTosIorin Hanexartb CrnajkoBa aTpomisa 30p0BMX HepBiB Jlebepa (iHLLI Ha3BM
3aXBOPIOBAHHA — MITMEHTHUA PETUHIT, HenponarTid, aTtakcid), MIOKJSIOHarbHa
enifencia 3 Haa3BMYanHO YEePBOHKMU M'A30BUMK BOJTOKHAMM, HEMPOCEHCOPHA
ryxoTta TOLLO.

Mimmembpamnnin
npocTip

' Marpuec

KpucTu
Pubocoma

BHyTRIWHA
\ membpaHa

30BHIWHA
AHK  membpana







OCODNMBICTHO MaTtoOreHe3y XPOMOCOMHUX 3axBOPHOBAHb € PaHHE MOPYLUEHHS
MOpPQoreHe3y. BOHO NPoABNAETLCA PO3aA0oM MOAITY Ta A03PIBAHHA KIITUH, iX
Mirpauli Ta andgoepeHuiadi, Lo 3yMOBIHOE BUHUKHEHHA MHOXWHHUX aHOManiu
dopMyBaHHA  PI3HUX  OpPraHiB | TKaHWH. OCHOBOK  LMX 4aBULL, €
He30anaHCOBaHICTb FEeHOMY.

DS e @

YWiNbHEHHA
3annigHeHna  PO3WeENAoBaHHA avdepeHuiauia Kaelra

<DopmysaHHsa
A8BWapoBOro AUCKY KnitTunHa macosa
,qwd)epeH iayina

dopmyBaHHA me3oaepmu

MowupeHHa mesoaepmu AMHIOTI/NHE PO3WUPEHHA

OcHOBHI eTany embpioreHesy /t0AnHU




PO3pPI3HAIOTL  Taki  TUMU  emEeKTIB Yy MNPOLEeCi PO3BUTKY  XPOMOCOMHMX
3aXBOPOBAHb:

»CneungidHi eekT, Wo 3anexartb Bif 3MiHW KiNIbKOCTI CTPYKTYPHUX TEeHIB
(YHIKanbHUX AN OyOb-AKOi XPOMOCOMM), AKi KOOYHTb CUHTE3 MEBHOrO OINKa.
[Ton  TpUCOMIAX KINbKICTb  iX 30IMbLUYETHCH, a MNpPU  MOHOCOMIAX —
3MEHLLIYETbCY;

»HaniBcneundoidni - edoektn,  0ObyMOBMIEHI  3MIHOKD  KIJIbKOCTI  TEHIB,
NPEACTABAEHNX Y TEHOMI YWCIIEHHUMMW  KOMigMW  (Hampuknag, reHu
PUOOCOMHIX, NICTOHOBUX, CKOPOTNMBKX DISKIB TOLLO);

> HecneundidHi MposiBm Npmv XpOMOCOMHUX abepauisx, 9Ki MOXe 3yMOBIHBaATH
3MIHU CTPYKTYPU reTepOXpPOMaTUHY (FTEHETUYHO IHEPTHUX AINAHOK XPOMOCOM),
LLIO BiAIrpae BaXJiMBY POJib Yy npoLecax KATMHHOIoO NoAiy, POCTY TOLLO.




Y pasi XxpOMOCOMHMX abepaLiin NPosB BIAXWUIIEHHS Bif HOPMarbHOrO PO3BUTKY,
9K MPaBWUIIO, KOPESTHE i3 CTYNEHEM XPOMOCOMHOro amcbanaHcy. Ymim OinbLue
XPOMOCOMHOIO MaTepiany 3any4yeHo 40 abepadii, TMM paHille 3axXBOPHBAHHA
NPOABNAETLCA B OHTOrEHe3i | 3HauYHILIKMM Oyae MNopyLIeHHA di3nyHOro Ta
MCUXIYHOTO  PO3BUTKY JIHOAMHW. [lpy  UbOMY HaASMLLIOK  XPOMOCOMHOIO
MaTepiany MeHLUe BMNAMBae Ha KIiHIYHY KapTUHY 3aXBOPKBAHHA, HIX MOro
BTpata. Hanpwknan, yTpata oAHiel 3 ayTOCOM MepeLUKoa)Xae IMMnaHTaLyi
ANLEKNITUHU Y CTIHKY MaTKK. OgHaK BIAOMI XPOMOCOMHI CUHAPOMMU, 3YMOBJIEHI
TPUCOMIAMMU PIZHNX XPOMOCOM.




Haanvwok abo HecTaya retepoxpoMaTUHOBUX AINAHOK XPOMOCOM MOXE | He
MaTu KIIHIYHUX HACNIAKIB, ane BTpata eyXpoMaTtuHOBUX (TEHETUYHO aKTUBHMX)
OINAHOK XPOMOCOM  3aBXAW NPWU3BOAUTbL A0 BTPATW YHIKANbHUX TEHIB Ta
PO3BUTKY BaXXKWMX MaToOOrI.

YHacniZoK MOpyLIEHb TMPOLIECY YTBOPEHHSA ramMer B OAHOro i3 6aTbKiB
(HEPO3XOOAKEHHA MApPW  TOMOJIOTIYHMX  XPOMOCOM Yy  MPOLECI  Menoay)
BVHMKAOTb ~ XPOMOCOMHI  3axBOPIOBaHHA.  Taki  aHoManii  mMamxe He
YCMNaZKOBYHTbCA (BCbOro 3-5%), a BMHMKAKTh LLOPa3y 3aHOBO. XPOMOCOMHI
MOPYLLUEHHA 3YMOBIOKOTL  MPUONN3HO MOMOBUMHY BCIX BUKMAIB Ta (%
MEPTBOHAPOIXKEHNX.




3arafibHOK OCOOMMBICTIO BCIX XPOMOCOMHWX 3aXBOPHBAHb € MHOXWHHI
ypaxeHHq. Lle 4yepenHo-nnupboBi AemeKkTn, BPOAXEHI Baay PO3BUTKY
BHYTPILLHIX OpraHiB i 4acTuH Tina, YMOBINIbHEHWUM BHYTPILLHBOYTPOOHWM Ta
NOCTHATANlbHMMA  PICT | PO3BUTOK, BIACTaBaHHA TMCUXIYHOTO  PO3BUTKY,
BIACTABAHHA  MCUXIYHOIO  PO3BUTKY,  MOPYLUEHHA  OYHKLIK  HEepPBOBOI,
eHOOKPUHHOI Ta IMYHHOI CUCTEM. Y pa3si KOXHOI doopMM 3axBOPHOBAHHSA
cnocTtepiraetbecd 30-80 pi3HUX BiAXUIEHD Big HOPMU, SKi MOXYTb BYTU HasABHI B
IHLLIMX cpopmax. [edki XpOMOCOMHI 3aXBOPHOBAHHA XapaKTEPU3YKTLCH JMLLE
NeBHUM NMOEAHAHHAM BIAXUIEHb Y PO3BUTKY, @ HE CMeuUndIYHUMM Bagamu, LLIO
BVKOPWUCTOBYETLCA B KNIHIYHIV | MATONIOroaHaToOMIUHIN AlarHOCTAL.




2/3 XPOMOCOMHMX aHOManik CTaHOBMATbL aHOManii CTaTeBMX XPOMOCOM.
Yactota cMHAPOMIB, NMOB'A3aHMX i3 MOPYLUEHHAMW DYA0BM UK KINBKOCTI X Ta Y —
5: 10000. Y Bunagky aHomasni ctaTeBMX XPOMOCOM BIACYTHI YMCNEHHI Baau
PO3BUTKY Ta PO3YMOBOI BIACTANOCTI, TUMOBI AN aHOManin ayTocoMm. 3a
nartonorii XxpomocoMm X 1a Y nuviie 1% XBOpWX MakoTb 3aTPUMKY PO3YMOBOIO
PO3BUTKY, BUPaXXeHy MeHLLIe, HPXK 32 aHOMarin ayTOCOM.

[latonorin, CrnpuynHEHUX MOPYLUEHHAMY CTPYKTYPU XPOMOCOM (MepeBaXXHO
AeneuiaMmm 1a gaynnikawigMmm), KniHIYHO | LMTOreHETUYHO IAEHTUJIKOBAHO MOHAL,
100, HavBigomili 3 HWX: cuHApoM Binbamca-benpeHa, cuHapom JlexeHa,
cuHApom Bonbma-XipLuxopHa, MionaTia LLiapko-Mapi-Tyc 1a iH.




Cepen  natonorin,  CAPUYMHEHUX  MOPYLLUEHHAM  KiNbKOCTI  ayTOCOM,
HavBigOMILLKMMK € cuHapom [ayHa, cuHapom [laTay, cuHAapom EaBapaca,
TPUCOMISA MO 8-11 XPOMOCOMI.

Cepen,  3axBOPHOBaAHb, 3YMOBJIEHUX  MOPYLLUEHHAM  KiNIbKOCTI  CTaTeBUX
XPOMOCOM, HaKvBIAOMILLI cUMHAPOM KnanmHdenerepa, CUHAPOM ANCOMIT Y-
XpomMmocomu, cuHapom LlepLiueBcbKkoro-TepHepa, CUHAPOM  TPUCOMIT  X-

XPOMOCOMMW.
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Binomo npmnbnmnazHo 4000 reHHnX 3axXBOPHOBaHb, XapaKkTep yCraakyBaHHA AKMX
BM3Ha4aeTbCd 3akoHamm  MeHaend. BoHWM  CTAHOBNATL  UWCHEHHY Ta
PIBHOMAHITHY 3a KJIHIYHOK KapTMHOK Tpyny MaTosnorin, OCHOBOK HKUX €
MyTaLig ogHoro reHa. CepeaHsa 3aranbHa YactoTa HOBOHAPOXEHMX 13 TaKUMU
XxBopobamu ctaHoBUTbL 1%. 13 Hux npubnmuaHo 50% ypaxeHi ayTOCOMHO-
OOMIHAHTHUMK  naTonoriamu, 25% — ayTOCOMHO-peuucuMBHUMKN Ta 25% -
34ernnieHnMmn 3 X-XPOMOCOMOR. 3axXBOPHOBAHHA, AETEPMIHOBAHI reHamu, SKi
MICTATbCA B Y-XPOMOCOMI 4M MITOXOHAPIAX, TPaNMATbCA AyXe PIaKo.
3axBOPIOBAHHA BBaXakTb [AOCUTb MOLUMPEHUM, HKLLIO MOro 4acTtoTa cdrae
1:10000 HoBoHapogxeHmx. 3a 4dactotn 1: 11000-40000 HOBOHaAPOOKEHMX
NnaTosioria Mae cepenHto NOLLUMPEHICTb.







PO3BUTOK MOSEKYNIAPHOI rEHETUKM OCTaHHIM 4acoM [aB 3MOry BIAKPUTK HOBI
rpyrnn CragkoBmx 3axBoproBaHb. Cepen HUX BUOKPEMIIOKTL 3aXBOPHOBAHHA,
NoB'd3aHi 3 OCOONMMBOCTAMM OATbKIBCHKOTO MOXOAXEHHSA MyTaLlin: TeHOMHWNM
IMIPUHTUHI, OOQHODATLKIBCHKY AMCOMII0, 3aXBOPKBAHHA €KCMaHCii, COMaTUYHI
pekombiHaL|T TOLLO.

3axBOPKBAHHA IMAPUHTUHTY. [edki reHu, nepenaHi MnoToOMCTBY, HECYTb
creyndivHnn «BIADUTOK» CcTaTi OAHOro 3 BaTbKiB, TOOTO MEBHI reHn BaTtbka Ta
MaTepi BUABNATLCA Yy HaLLAAKIB MNo-pidHOMY. Lle aBuLLe Ha3nBakTb reHOMHUM
IMITPUHTIHIOM (3anMLLAHHA crigy).




[IntnHa otpumye oAMH Habip XPOMOCOM i3 OATbKIBCbKMM  «MO3HAYEHHAMY
OESKUX TEHIB, [HLUWMK Habip — i3 MaTepPUHCBbKUM «Mo3HadeHHAaM». [lig yac
YTBOPEHHS Yy Hallagka CTaTeBUMX KAITUH  MonepefHe  «MNO3HAYEHHA»
CTWUPAETbCH, a TleHW BKW3HAYaTbCA 3aHOBO BIAMOBIAHO A0 CTaTl HOBOIO
OpraHiamy. YHacnigok LbOro Aeski reHu, OoTpumadi Big OAHOro 3 0aTbKiB,
nepebyBatoTb Yy HEAKTUBHOMY (IMMPUHTUHIOBOMY) CTaH.

Y noauvHKM BXe 3HanaeHo Ao 30 TreHiB, 4K Mo-pi3HOMY BUGBMAKOTLCA Y
YOMOBIYOMY Ta XIHOYOMY opraHiamax. OuiKytTb, LLO FeHOM JIOAMHK MOXe
MictuTn 10 200 NoAgibHUX reHis.




KnacnyHnm nNpukKnagoM 3axBOprBaHb IMMAPUHTUHTY € ChadkoBI CUHAPOMMU
[Tpapepa-Binni ta AHrenbmMaHHi, OCHOBHUMMU KIIHIYHUMK MPOSBAMU AKUX €
PO3YMOBA BIACTANICTb PI3HOTO CTYMEHSA TSAXKOCTI Y MOEAHAHHI 3 TNMOOKMMU
HEBPOIOTIYHUMM PO3NaJaAMM.

HanyacTiLLo MNPUYMHOK BUHUKHEHHSA LIMX 3aXBOPKOBAHb € MIKpPOAEeL|d
KPUTUYHOIO PEFIOHY XPOMOCOMK 15, LLIO BUABNAKOTLCH Y 2/3 XBOpUX. CUHAPOM
[Tpagepa-Binni po3BnBaeTbCsa KON ANTUHA YCMNaAKOBYE AeneLito Big batbka, a
NPUYNHOK CUHAPOMY AHresibMaHa CTae Taka camMa Aeneuisa, ane oaepxaHa Bif
MaTepi. OTKe, BUHUKHEHHSA LMX ABOX CMaAKOBMX CUMHAPOMIB, LLO KAIHIYHO
PO3PI3HATLCH, BU3HAYAETLCHA TWM, Bif KOro 3 0artbkiB Oyno OTPUMAaHO
XPOMOCOMHE YLLIKOOXEHHS.




3axXBOPHOBAHHSA eKcraHcii. Pidke 30iMbLUEHHS KiNIbKOCTI KOMIA MEBHUX AINSAHOK
Monekynn HOHK (noBTOpK) B HACTYMHUX TMOKOMIHHAX POAOBOAY B reHeTuL|
Ha3MBalOTb eKcraHcien. [1o 3axBoptoBaHb €EKCMaHCIi Hanexatb CUHOPOM
MapTiHa-benna, xoped [eHTUHITOHA, MIOTOHIYHA AUCTPOMIA Ta IH.
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