«Mepguko-6monornyeckne oCHOBbI KOPPEKLUMOHHOW neaarormku n nNcUXonornu:
OCHOBbLI TEHETUKUN Y4YelnnoBeKa»

N’EHHbIE CUHOPOMBbI
PELUECCUBHOIO CUENJNIEHHOIO C X-XPOMOCOMOW TUMNA HACNEQOBAHUA
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eHHble 6one3Hu, coorTBeTcTBYyOLiHne peugecCCMBHOMY,
cuenymieHHomMmy C X-XpOMOCOMOVI TUNYy HacneaoBaHus

CuHdpom

CuHapom
MapTtuHa — benna
(nomkoin X—
XpomMocombl)

CuHapom
AoweHa
(ncesporunep-
Tpoduuyeckan
MbllLeYHanA

anctpodus)

Jlokanu3sauus
MYyMmaHMmMHO20 2eHa

Xq27.3
Hem cuHmesa 6enka
FMR1.

Xp21.2

Mymayua 2eHa
oucmpodguHa,
Koodupyrouwje20
cmpykmypHoil 6enok
CapKonemmel.

Kpumepuu HacnedoeaHus

eMyTaHTHbIN reH (peueccmBHbIN)
NPOABASETCA NPEUMYLLECTBEHHO Y L,
MY*KCKOTro nona.

eEcnu otel, 6oneH, maTb 340p0OBa, TO BCE
Aodepu 6yayT reTepo3nroTHbIMM
HOCUTENbHULAMM.

eEcnu oTel, 340p0B, MaTb GEHOTUNNYECKHU
3,0pOBa (T.e. OHAa HOCUTENbHMLA
MYTaHTHOIO reHa), ToO BEPOATHOCTb
pPOXKAeHUA BONbHbIX CbiHOBEM cocTaBuT 50%.
eECc/iM MyTaHTHbIN FreH, NOKa/IM30BaHHbIN B
X—Xpomocome, ABNAETCA AOMMUHAHTHbIM, TO
OH MPOABAAETCA U'Y MYXKUUH, U Y KEHLLNH.
YactoTa 3a601eBaHUA KEeHLWWH B NONYAALUN
B 2 pa3a bosbLue.



Cunapom Mapruna — besuia

3aboneBaHne, xapakTepuaytoLuleecss yMCTBEHHOM
OTCTaNoCTblO, onpeaeneHHbIMU
heHOTMNNYECKMMIN OCOOEHHOCTAMMU U
HapYLLUEHMUSIMU ayTUCTUYECKOro CrneKkTpa.

KnuHun4yeckune NMPU3HAKW.

" Makpoopxm3m (yBenuyeHue pasmepoB SUYEK)
Npu OTCYTCTBUMN SHOOKPUHHOW MaTosorum.

* Honblas royioBa C BbICOKUM U LLUMPOKNM
noéowm,

"  [OSIMHHOE NNLO C yBEeNMYeHHbIM nogdopoaKomMm,

" VYMJOLWEHHasa cpeaHasa YacTb nuua,

" TYMNOW, Crierka KrioBoBMOHO 3arHyTbi KOHYMK
Hoca.

" ywmn OornbluMe, NMHoraa OTTOMNbLIPEHHbIE, HU3KO
pacnonoXeHHbIE.

" KUCTWU M CTOMbI LLNPOKNE,

" CyCTaBbl UMEKT NOBbILLEHHYHO MOABUXHOCTb.

" KOXa rmnepanacrtunyHa

" CBETNOOKpaLUEHHbIE padyXHble 000SI04KH,

" CBET/bl€ BOSIOCHI.




Cunapom Mapruna — beJiia

[MaBHbIM CMMATOMOM CUHAPOMA SIBMSIETCS
NHTENMNeKTyanbHoe HeaopasBUTUE U
cBoeobpasHasi peyb (roBopAaT ObICTPO, cOMBUMBO,
NMEIOTCS BblpaXKeHHbIe

axofianuu n nepcesepaumn.

CTeneHb YMCTBEHHOW OTCTasioCTU Npu CUHAPOMeE
MapTtnHa — benn konebnetcsa

MeXxay cpedHeun U Nerkon yMCTBeHHOM
OTCTasIoCThIO.

Takxke MoryT ObITb HapyLLEeHUA NoBeaEHNS B
BUAe arpeccmBHOCTU, ABUraTENbHOW
PaCTOPMOXEHHOCTMW.

NHorga xapaktepHa ayTuctmyeckas
CUMNTOMaTuKa: CTepeoTMnumn, axonanmsa, MyTusm
camonoBpeXaeHus, TpyaHo

yCTaHaBfiMBaeMbIW 3pUTENbHbLIN KOHTaKT U
HenepeHOCUMMOCTb NPUKOCHOBEHNW!

OpHako B OTnMYMe OT ayTUCTOB, 3TU AeTHU
CTPEeMATCA K OOLEeHUIo




Cunapom Mapruna — besia

JleyeHuns ona cmHgpoma fioMKom
X-XpOMOCOMbI He CYyLLIEeCTBYET.

CnMNTOMbI MOXHO OBMerYnTb C MOMOLLIbIO KOTHUTUBHO-NOBEAEHYECKON
Tepanun, cneundunyeckoro odyyeHns, MeaukameHToB U, Npu
HeobXxoaMMOCTU, NeYeHnst PUsnyecknx aHomanun.



Cunapom /{romena

(mMuoducmpocpus AroweHHa, muornamus [oweHHa,
Mmuoducmpodpus [roweHa-bekkepa)

BornesHb BbI3bIBAETCS TOYEYHBIMU
MyTaundaMun B reHe ONCTPOMUHA.

KnnHunyeckue NMPU3HaKWU.

= cnabocCTb MbILLLL,

" [porpeccupyoLlme 3atpyaHeHus npu
OBWXEHNAX C JETCKOro Bo3pacTa,

= crneumduryeckas noxoaka n ocaHka,

= no3gHee Hadyano xoabobl,

= Kapaguomumonartus,

= yXydleHHasi peyb,

" CHWXEHUEe UHTeNmeKTa

C 8-10 net 60rnbHbIM HEOBXOAMMbI KOCTbINK, C 12 BONbLUMHCTBO U3 HUX
NPUKOBaHbI K UHBaANUAHbLIM Konsickam, ¢ 16-18 ucnbiTbiBaloT AblXaTesibHbIe
HapyLIEHUA.



