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HacneactseHHoe 3abonesaHue
— 3abonesaHus, BO3HUKHOBEHUE
U pasBUTUE KOTOPLIX CBA3AHO C
AemeKTaMmu B NpOrpaMMHOM
annapate KneTok,
nepeaaBaemMbIMU NO HACNeaCTRY
Yepe3 rameTsl.

B ocHoBe HacneacTBeHHbIX
3a6011eBaHUI Nexat HapyLlueHUs
(MyTaumm) HacneacTBeHHOU
UHPOPMALIUU - XPOMOCOMHbIE,
reHHbIe U MUTOXOHApPUASIbHBIE.

OTcroaa - knaccuopurkaums
HacneacTBeHHbIX 3abonee




asibHble 3a601eBaHUa —
na HacreacTBeHHbIX
ONEeBaHUU, CBA3AHHbLIX C
eKTaMU B PYHKLMOHUPOBAHUU
MUTOXOHAPUU, NPUBOAALLIUMU K
HapyLueHUaM 3HepreTUYecKux
PYHKLUU B KNIETKAX 3YKapUOTOB, B
4YacTHOCTU — YerOBeKa.

MutoxoHapuanbHbie 3a601esaHUsS 06yCNOBMNEHbI FreHeTUYeCKUMU,
CTPYKTYPHBIMU, BUOXUMUYECKUMU AePEeKTAMU MUTOXOHAPUMA,
NPUBOAALLUMU K HapYLUEHUAM TKaHeBOro AbixaHua. OHU nepeaaroTcs

TONbKO MO XEHCKOU NMUHUU, K AeTam 0benx Nonoes, Tak Kak
CNepmaTto3ouAabl NepeHoCAT NOSI0BUHY FeHOMHOW UH(OpMALUK, a
alillekneTka — nocTasngeT U BTOpYHO NOSIOBUHY FeHoMa, U
MuUTOoXoHApuu. TTaTonoruyeckue HapyLleHUsa KneTouYHoro
3HepreTuYecKkoro obmeHa MoryT nposBAATLCA B BUAE AedeK
PA3fIUMYHLIX 3BeHbeB B UUKIe Kpebca, B AbIXaTeNbHOM Uenu, n
beTa-okucneHusa u T. A.




He BCce qpepmeHTLI U Apyrue
perynatopsl, Heob6xoammele Ang
3(PEPEKTUBHOIO
PYHKLIMOHUPOBAHUA
MUTOXOHAPUU KOAUPYHOTCS

| mutoxoHapuansHou OHK.
o bonblas YacTsb
MUTOXOHAPUANBHBIX PYHKUUA
W\ N s | KOHTpONUpYeTcs saepHou AHK.
B e MoXHO BbIAENUTb 2 FpynmnbI

MOJTEKYJIbI
ATO-CHHTETA3bI

MEXMEBPAHHOE
NPOCTPAHCTBO

MATPUKC

KPUCTHI

PMBOCOMDI

MUTOXOHAPUATIbHBIX
3a6onesaHUMU:

1. $pko BbIpaxeHHbIE HacneAacTBeHHbIe CUHAPOMEI, 06yCNOBMEHHbIE
MYTALMAMU FeHOB, OTBETCTBEHHBIX 3a MUTOXOHApUAbHbIE 6enku
(cuHapom BapTta, cuHapom KepHca-Cenpa, cuHapom TTupcoHa u apyrue

2. «BropuuHbie mutoxoHapuanbHele 3abonesaHua», BKIFOYAHOLIU
HapyLleHWe KneTouYHOro sHeproobmeHa Kak BaxHOe 38eHO (POpMU
natoreHesa (6onesHU coeanHUTENbHOWN TKAHU, CUHAPOM XpO
yCTanoCTU, rNUKOreHo3, KapAUOMUONATUSA, MUTFPEHb, Me
HeAoCTAaTOYHOCTb, MAHUUTOMEHUS, a TaKXe rmnonapaTtu
paxuT u apyrue



OrfesHn - 310 6onblwas rpynna 3a60nesaHUN, BOSHUKAFOLWMX B
pesynbrate nospexaeHus [HK Ha yposHe reHa. TepmuH
yrnoTpebnsaercsa B OTHOWEHUU MOHOMeHHbIX 3a6011eBaHUM.
BOMBLWNHCTBO reHHbIX NAaTonorum 0bycnosneHo MyTaumamm B
CTPYKTYPHBIX reHax, OCyLUeCTBNSFHOWUX CBOHO (PYHKLUIO Yepe3 CUHTe3
nonunentuaoe — benkos. J1Fobas mytauusa reHa Beaet K UsMeHeHUHo
CTPYKTYpbI UNU Konu4yecTsa berka.
Hauyano nrobon reHHom 6one3Hn CBA3aHO C NepBUYHLIM 3PPEKTOM
MYTQHTHOrO annens.
OcHoOBHas cxema reHHbIX 60nes3Heln BKNFOYAeT psaj 3BeHbeB:
MYTAHTHBIW annesib — U3MeHeHHLIU NepBUYHLIA NPOAYKT — Lienb
6UoXuMUYecKUx NpoLeccos B KreTke — OpraHel — OpraHu3m




MYTALUU reHa Ha MOSeKyNSpHOM YPOBHE BO3MOXHBI
crneayrolwme BapUaHTHI:
*CUHTEe3 aHomarnbHoro benka;
bIPAbOTKA U36LITOUYHOrO KONMYECTBA FeHHOrO NPOAYKTA;
*OTCYTCTBUE BLIPAOOTKU NMepBUYHOrO NPOAYKTQ;
60TKA YMeHbLUEeHHOro Konu4yecTea HOpManbHOro NepBUYHOro NPOAYKTa.

OcobeHHOCTbHO FreHHbIX (KaK U
BoObLe BCeX HacNeACTBEHHbIX)
bone3Heu asnaerTca Ux
reTeporeHHoCTb. 3TO O3HaYaeT, YTo
OAHO U TO Xe peHOTUNUYecKoe
nposasreHue 60ne3HU MoxeT bbITb
obycnosneHo MyTaumsMu B pasHbIX
reHax Unu pasHbIMU MyTaLUSMU

BHYTpU OAHOro reHa. Bnepeere
reTeporeHHOCTb HacneAcTBeH
6one3Heu 6b1na BbIABMEH
[asuaeHkosbim B 19




a reHHbIX 6one3Hen B nonynauum coctasnset

CFIOBHO YaCTOTY reHHbIX 6onesHen cumTaroT

W, eCn OHa BCTpeYdaeTca ¢ Yactotom 1 crnyyan Ha

O HoBopoxAeHHbIX, cpeaHeu - 1 Ha 10000 - 40000 u

aanee - HU3KOWU.
OHOreHHbIe (POPMbI FeHHbIX 3a6051eBaHUMN HacneayroTcS B
COOTBeTCTBUU C 3akoHamu . MeHgens. TTo Tuny

HacneaoBaHUs OHU AenaTca Ha ayTOCOMHO-AOMUHAHTHbIE,
ayTOCOMHO-peLieCCUBHbIE U cLenfieHHbIe ¢ X- unu Y-
XpOMOCOMAMMU.




FeHeTUYeCKUM 3a60/1eBaHUSAM OTHOCAT Fpynmnbl
3a60neBaHU:
* bonesHu ammHoKkucnoTHoro obmeHa
* HapyweHusa obmeHa yrnesoaos
* bonesHu, cea3aHHbIE ¢ HapylweHueM NMnNUAHOro obmeHa
(bonesHb Mowe)
* HacneacteeHHbIe 60n1e3HU NypUHOBOIO U
nMpummManHoesoro obmeHa (noaarpa)
» bonesHu HapylweHua obmeHa coeanHUTENbHOU TKaHU
* HacneacTeeHHbIe HapylweHUs UmMpkynupyrowmx benkos
(cepnoBmAHOKNETOYHAA aHeMUa)
» bonesHu, ceasaHHbIE € HapylweHWem obmeHa B
apuTpounTax (remonuTnuyeckme aHemun)
+ HacneacteeHHbIe 60ne3Hu obmeHa metannoe (6onesHb
KoHoeanosa-BunbcoHa )
* CUHAPOMBI HapyLLleHUs BCACLIBAHUS B MULLEBAPUTESIBHO
TpakTe (MyKkoBUCUUAO3)




YKOBUCLIMAO3 (KUCTO3HLIN pnbpO3) — cUCTeMHOoe
crieAcTBeHHoe 3aboneeaHue, obycnosneHHoe myTauuem
FeHa TpaHCMeMbpaHHOro perynartopa MyKoBUCLMAO3A U

XapaKTepusyrollieecs nopaxeHuem xenes BHelUHeW cekpeluu,
TAXKENbIMU HapyLUeHUIMU PYHKLUWA OpraHOB AbIXAHUS U
XenyAoYHO-KULWEeYHOro TpakTa.




3Hb BunbcoHa — KoHoeanoea — renarto-neHTUKynspHas
pauus, renatouepebpanbHas auctpopus, 6onesHb Bectgpana —
nbcoHa — KoHosanoea) — BpoxAeHHOe HapylueHue meTtabonmsma
Meaun, NpuBoAsLLee K Taxenenwmm HacneacTBeHHbIM 6one3Ham
LIieHTpanbHOW HEpBHOW CUCTEMbI U BHYTPEHHUX OpraHos.
HuarHoctupyetca y 5-10% 60nbHBIX LMPPO3OM NeYeHU AOLWKONbHOTOo
U WKOsbHOro Bo3pacta. 3abonesaHue nepeaaeTcs No ayTOCOMHO-
peLUUCcCcUBHOMY TURNY, 06YCNOBNEHO HUIKUM UMY GHOMASbHBIM
CUHTE30M LepyrionnasmuHa - 6enka, TpaHcnopTupyrowero meab. Iex
NACGHTUMPULNPOBAH Ha 13 xpomocome

Konbuo Kavsepa — &newviwepa y
nauuveHTa ¢ cumnTomamm bonesHu
BunbcoHa — KoHoeanoea




CepnoBuaHO-KNeTouYHas aHemMus —
3TO HacneAaCcTBeHHad
remornobuHonaTus, CBA3aHHas C
TaKUM HapylueHuem cTpoeHus benka
remornobuHa, Npu KOTOPOM OH
npuobpeTaeT ocoboe
KpUCTannuyeckoe CTpoeHue — TaK
Ha3bIBAeMbIU remMornobuH S.
SpUTPOLMUTLI, Hecyluue remornobuH
S BMeCTO HopmMasnbHOro
remornobuHa A, NoA MUKPOCKOMOM
UMerOT XAapaKTepHYHO
cepnoobpasHy+o popmy (popmy
cepna), 3a 4YTO 3Ta POPMa
remornobuHonatum U nonyyuna
Ha3BaHWe cepnoBUAHO-KI1eTOYHOW

aHemMuMm.




OCOMHBIM OTHOCATCA 60nes3Hu, obycnosneHHbIe
FEHOMHBIMU MYTALIMAMU UNU CTPYKTYPHBIMU
3MEHEeHUAMMU OTAIIbHBIX XPOMOCOM. XpOMOCOMHbIE
60J1e3HU BO3HUKAIOT B pe3ynibTarte MyTaLumMii B NONOBBLIX
KNeTkax oaHoro u3 poautenen. M3 nokoneHus s
nokoseHWe nepeaaroTca He 6onee 3-5 % U3 HUX.
XPOMOCOMHBIMU HapyLLeHUIMU 06yCoBMeHbI NpUMepHO
50 7 CNOHTAHHLIX abopTOB U 7 7o BCEX MepTBOPOXACHUN.

Bce xpomocomHbie 60ne3Hu NpuHATO AenuTb Ha ABe
rpynmnbl:

1. aHomanuu Yymucna xpomocom

2. HapyleHUs CTPYKTYpbI XpOMOCOM




nesHn, obycnoeneHHeIe HapyleHUem YUCNa ayTOCOM
(HenonosbIx) xpomocom

1. cuHapom [ayHa - Tpucomus no 21 xpomocome, K
FPU3HAKaMmM OTHOCUTCA criaboymue, 3aaepxKa pocTa,
XApaKkTepHas BHEWHOCTb, M3MeHeHUsa AepMaToriIMPUKK;
2. cuHapom Tlaray - Tpucomus no 13 xpomocome,

XapaKTepu3syeTca MHOXeCTBeHHbBIMU MOPOKAMU pa3BUTUS,

WANOTUEN, YaCTO - NONUAAKTUNUS, HapYLUEHUS CTpOeHUs
MOJIOBLIX OPraHoB, riyxoTa; NpakTUYecku sce 6osbHbIE

He AO0XUBAFOT A0 OAHOrO roAa;
3. CUHApPOM daBapAaca - Tpucomusa no 18 xpomocome.




CuHapom [ayHa — oAHa u3
POPM FreHOMHOM
naTonorum, Npu KOTOpou
yallie BCero KapuoTun
npeactasneH 47
XPOMOCOMAMU BMeCTO
HOpMarsbHbLIX 46, NOCKONbKY
XpomocomeI 21-u naper,
BMECTO HOpMAISbHLIX ABYX,
npeAcTaBfieHbI Tpems
konuamu. CyllecTsyeT elle

ABe POPMbI AAHHOTO
CUHAPOMA: TPAHCNOKALU
xpomocomsl 21 Ha apy
XPOMOCOMBI (Yalue

pexe Ha 14, ewge p

BAPUAHT C



npu3Haku CuHapoma HayHa:
nuo» — 90 %

WAHBIW pa3spe3 rna3 — 80 %
anbHAs8 KOXHas CKNaaka,
KpbIBAFOLLAS MeAUATIbHBIN Yo
nasHoun wenu — 80 %
*rUNepnoaBuUXHOCTbL cyctasos — 80 %
*MbIlWeyHaa runotoHma — 80 %

*KOpPOTKUe KoHeuHocTn — 70 %
6paxumesogpanaHrusa (ykopodeHue Bcex
nanbLes 3a cYeT HeaopasBUTUS CpeaHUX
epanaHr) — 70 %

*OTKPLITHIU POT (B CBA3U C HUIKUM TOHYCOM
MBIWL U 0CO6LIM CTpoeHUuem Heba) — 65 %
*nnockaa nepeHocuua — 52 %

*KOpOTKAS WUpoKas Wwea — 45 %

*BTTC (BpoxaeHHbIN nopok cepaua) — 40 %
*KOpOTKUA Hoc — 40 %

‘kocornasve — 29 %




fNesHW, CBA3aHHbIe C HapylieHUemM YMUCNa MOSMOBLIX XPOMOCOM
1. cuHapom lllepewesckoro-TepHepa - oTcyTCTBME OAHOU X-
XPOMOCOMBI Yy XeHWuH (45 XO) scneacTteve HapyLeHUs
PACXOXAeHUS NOSIOBLIX XPOMOCOM; K MPU3HAKAM OTHOCUTCA
HU3KOPOCNOCTb, MONIOBON UH(PAHTUMNU3M U becnioave, pasnnyHbIe
COMaTUYeCcKue HapylweHUa (MUMKpOrHaTUa, KOpoTKas Wwesa U ap.):;
2. nonucomua no X-xpomocome - BKIFOUaeT TPUCOMUIO (Kapnotum
47, XXX), tetpacomuto (48, XXXX), neHtacomumto (49, XXXXX),
OTMeuaeTCsa HesHauuTeibHoe CHUXeHUe UHTenNeKTa, NoBbIWeHHas
BEpOATHOCTb PA3BUTUA NCUXO30B U LWN3OPPEHUU C
HebnaronpuaTHEIM TUNOM TeveHUs;
3. cuHapom KnauvHgenbTtepa - nonucomms no X- n Y-XpomMocomam y
manbumkos (47, XXY; 47, XYY, 48, XXYY v gp.), npuUsHaKu:
eBHYXOUAHBbIN TUN CNOXeHUs, TMHEeKOMAcTus, cnabbivi pocT BONOC
Ha nuue, B NOAMBILWEYHbIX BNAAUHAX U Ha Nobke, nosioBou
WHPAHTUNU3M, becnnoauve; YMCTBeHHOe pasBuTMe OTCTaeT, OAHAKO
WHOIAQ UHTENeKT HOpMAJibHBIU.




bonesHu, npuymHOU KOTOpPLIX
asngeTca nonunnaouaus
TpUNIOUAUU, TeTPanIoUanU U T.
A.. NPUYMHA - HapyLleHue
npoLecca meinosa BCneacTeue
MyTaLuUU, B pe3yribTate Yero
A0YepHAA NOSOBAS KNeTKa
nosly4aeT BMeCTo ranfiouaHoro
(23) aunnouaHeik (46) Habop
XpOMOCOM, T.e. 69 xpomocom (y
MYXUYUH kapuoTtun 69, XYY,y
KeHLWUH - 69, XXX); noutu
BCeraa netasibHbI A0 pOXAeHUS.




