A peHOTeHUTAIbHbIMN
CUHIPOM



[TpuuuHa obpaiieHus

* B MeguKoO- reHeTU4YeCKYI KOHCY/IbTallHI0

Oo6parunack Mmonoaasi cembss OneAHUKOBBIX.
Cympyru IJlaHUpPYIOT 3aBeCTH peOeHKa. Y
OyAYyIINX POAUTEJIEN eCTh OITACeHHe, UTO Y
X peOeHOK MOXKeT POAUTHCS C
reHeTUYeCKHM 3a00/ieBaHEeM, TaK KaK B
POy y)Ke BCTpedaoCh 3a00j1eBaHHe-
APEHOTeHUTATbHBINM CUHIPOM.
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Pebenoxk ¢ AAPECHONreHNT ANMbHHM
CHHAPOHOM



* B pesysbTaTe NpoBeeHHOr0 AaHAJINU3a,
BBISICHHJIOCH, YTO IT0 OTIIOBCKOM U
MaTepPUHCKOM TUHUH, 3TO 3ab00eBaHMe
BCcTpedasiock. [lo aTomy o6a pomuTesist
SBJIIFOTCSI HOCUTE/IIMU T€HOB BPOXKI€HHOM
rUnepIuia3vy HaAIIOYeYHUKOB
(pasHOBUAHOCTD aIPEHOT€HUTATLHOIO
CUHpOMa)



2. AHaMHe3 XU3HHU

* OneuiHukoB [1aBen CepreeBud 1980 roza
POXIEeHUs, TIPOXXHUBAeT B I.Boirorpaze,
paboraet B 3AO «Bonrorpaackuii
MeTa/TyPrU4eCKUM 3aBOJ, « KpacHbIN
OkT1s6pb». OneitnnkoBa (CMupHOBa)
JIronmuna HukosmaeBHa 1984 roga
poxxaeHus. PaboTtaeT MegMIIMHCKOM
CeCcTpou B palioOHHOM OoJibHULIE. BpegHbIX
MIPUBBIYEK HE UMEIOT. YCIOBUS YKU3HU
XOPpOIIIYe.



3.PeHOTUITNYEeCKHUM aHAINU3

Pe3ynbraThl GeHOTUITUYECKOTO
AHAJIM3a He MOKa3a/In
OTKJIOHeHUU. Cyrnpyru
30POBbI. Bce nmokasareiu B
HOPMEe COOTBETCTBYIOT
BO3PACTy U MOJTY.




,ZIUCIZHOS unpocHos3

100% BepOATHOCTDb POXKIEHHUS peOeHKa C
aJIpeHOTeHUTAAbHBIM cuHApoMoM. Cympyru
SIBJISIIOTCSI HOCUTE/ISIMHU 'eHOB 3a00/IeBaHUSl.

A PeHOTeHUTAIbHbIN CUHAPOM Y MaJIBYMKOB U
neBOYEeK MOYKeT Hac/IeIOBAThCSI IT0 ayTOCOMHO-
pelecCMBHOMY BHU/IY, TO €CTh B OTHOM
ITIOKO/IEHUU HAKATJIMBAIOTCSI OOJIbHBIE B CEMbE.
JTO HacjemoBaHHe 00YC/IOB/IEHO ITOSIBIeHHUEM
dparmMmeHTa pogOCI0OBHOM CEMbH, B KOTOPOM
HOBOPOXXZIeHHBIN peOeHOK POIUJIICS C
aJIpeHOT€HUTAIbHBIM CHUHIPOMOM..



* Y pebeHKa B TaKHMX XpPOMOCOMAaX UMeeTCSI MyTaHTHBIH
reH. Y KOXA0T0 U3 poArTe/ied MyTAHTHbIE TeHbl
MOTYT COI€PXXaThCS IMIIb B OAHOM XpPOMOCOME, a
Apyrve XpoMOCOMbI HOPMaJibHbIE€ U TIO3TOMY OHH
340POBbI. DTH JTIOJIU SIBISTIOTCS HOCUTEISIMHA
MYTAaHTHBIX TeHOB. Y MaTrepu oT 6a0OK1 MYTaHTHBIM
reH UMEEeTCs JUILb B OAHON XpOMOCOME, KaK Uy OTLia
CO CTOPOHBI Aeaa. OHU, KaK U pOAUTE/TN
3a0o0J1eBIIero pebeHKa, He 60/bHbBI, OJJHAKO
rnepeaav XpOMOCOMbI, UMEIOIe MyTaHTHBIN T'eH,
netsiM. Y BTOpPbIX 0aOyIIKU U e AYIIKH 00e
XpPOMOCOMBI UMEIOT TOJIbKO HOPMAJIbHBIN T'eH.
[loaTOMy pu pereCCUBHOM HacC/IeJOBAHUU
3a00JIeBaeT JIMIIb TOT YWieH CeMbH, KOTOPBIU OT
poauTenel Moy4Ira ooe XpoMOCOMBI C MYTaHTHBIM
reHoM. Bce ocTa/ibHBbIE YIeHbl CEMEUCTBA 30POBbI, B
TOM YMCJI€ U T€, KTO UMeeT MYTaHTHBIN I'eH.



[Ipy3HaKM aIPEHOTEHUTATBHOTO

CUHZpOMA.

BOpr2 COCKO6 U Ha
KOHEYHOCMSIX 8blCOKUU
pocm 80.J10¢C,

PaHnnsas nomka 2onoca, mo
ecmsb pebeHOK 2080pum
HU3KUM 20J10COM;

YckopeHue pocma;

PebeHok nocae
UHMEHCUBHO20 pocma ece-
maku ocmaemcs |
HU3KOPOCIbIMU;

O6ocmpeHue npoueccos,
C8513AHHbIX C NOJI08bIM
co3pesaHuem.




* HEeIOCTATOYHOCTh PepMEHTOB, KOTOPbIE
Ha3bIBAIOTCA 21-TUAPOKCUIa3a. B urore
HapyIlIaeTcst TpaHCPOPMAIIHS XOJIeCTEPOsIa B
aJIbAOCTEPOH U KOPTHU30JI, KOTOPbIE
KOHTPOJIMPYIOTCSI 3TUM PpepMeHTOM. BmecTe ¢
3THUM IIPOUCXOAUT CKOTIJIEHUE
npeiiecCTBEHHUKOB a/IbJJOCTEPOHA U
KOPTH30J1a, KOTOPhIe ITpeBpallaloTcs (B Hopme)
B ITOJIOBbI€ TOPMOHbBI MY>KYHWHBI — QHIPOTEHHI.
[Ipn AI'C Hakan/MBaeTcst MHOTO
npeJiiieCTBEeHHUKOB a/IbJJOCTEPOHA U
KOPTH30JIa, B pe3y/braTe 00pasyeTcs O0IbIIoe
KOJIMYECTBO 3TUX TOPMOHOB, YTO SIB/ISIETCSI
IJIAaBHOU IPUYUHOU BO3HUKHOBeHUs1 AI'C.



PexkoMeHaninu

JleyeHre BpOXXAEHHOI'0 aIpeHOreHUTA/IbHOTO CUHPOMA
COCTOUT B IPUMEHEHHNU IMTIOKOKOPTUKOUIHBIX
npenapaTtos. /lo3a 3aBUCUT OT BO3pacTa, MacChl Tejia
pebeHKa U CTelleHH TUIePaHAPOTreHUU, KOTOPasi YeTKO
KOpPpe/UupyeT C YPOBHEM TeCTOCTepoOHa, I19A n 17-OHI1
B KpoBU niu 17-KC B Mmoye. Tepanuio npoBogsT
IJTUTEMbHO, TaK KaK AepUIINT pepMEeHTHOU CHUCTEMBbI
MMeeT BPOXKJeHHbIU XxapaKkTep. OTMeHa n1e4yeHus
MPUBOAUT K MOABEMY YPOBHS QHAPOTE€HOB B KDOBU U
BO3BpATy BCEX MPU3HAKOB BUPWU/IM3ALIUU. Y HeleYeHbIX
ieBOYEeK MOJI0OBOE PAa3BUTHE IO YKEHCKOMY THITYy He
HaCTYyIaeT: MOJIOYHBIE JXe/le3bl He Pa3BUBAIOTCS,
Te/I0C/IOXKeHHE HOCUT BUPUAJIbHbIE YEePTHI.

[Ipy cBOeBpeMeHHOM Hayvajie JIeYUeHUS YIaeTCsl
HOPMAJIM30BaTh MPOLECC MOJT0BOTO Pa3BUTHS



