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CopepxxaHue

XpomMocoMHbIe 6bone3Hn n cuHapomMmbl,. NatoreHes, natomopdonorusa. KnuHuka,

AnarHocTtuka, ancpcdepeHumanbHbIn guarHo3. Tepanus, peadbunurauus.
NMpodmnakTuka.

[ayHa,
LLlepelueBckoro-TepHepa
KnanHensTepa
TprcomMms «X»

CUHApPOM 3aBapaca
cuHapom [latay
ayonb «Y»
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Tpucomusa 21 , MKb. Q90 CuHOpom [ayHa

e ATUONOruA.

°* aHoManus XpoMOCOM: nuua, cTpagarLime 3TUM PpacCTPONCTBOM, MUMEIOT,
KaK npaBusno, 47 XpoMOCOM BMeCTO HOopMaribHbIX 46. [lononHuTenbHan
XpomMocomMa SIBRSIeTCS pe3yribTaToOM HapyLUeHHOro co3peBaHusl NONMOBbLIX
KneTok. B HopMe npu ageneHUn He3penbIX NOSIOBbIX KNETOK NapHble
XPOMOCOMbI PacxXoasTCA, U Kaxkaas 3penas nosioBasi Knetka nony4vaer 23
XpomocomMbl. Bo BpemMs onnoaoTBopeHUus, T.e. CIINAHUA MaTepPUHCKOMN U
OTLIOBCKOM KIeTKU, HOpMarbHbIX HAabop XpoOMOCOM BoccTaHaBnuBaeTcs. B
OCHoOBe cuHapoma [layHa nexuT HepacxoxaeHue oaHOU U3 XPOMOCOMHbIX
nap, obo3Ha4yaemom Kak 21-1. B peaynbrate y pebeHka noaBnsaeTcs NULHANA
(TpeTbAa) 21-a XxpoMocoma. ATO COCTOSAHUE Ha3biBaeTcs Tpucommeu no 21-n
nape xpomocom. XoTs B nogaBnsaoLwemM 00nbLWUHCTBE crny4vyaeB Nnpu
cuHgpome [layHa oOHapyXuBaeTcst UMEHHO 3Ta TPMCOMUSA, KpauHe peaKko
BCTPEYarTCA N Apyrme XpoMOoCOMHbIe aHOManuu.

UacTtota 1:700-1:800 e YacTtoTa poxaeHus geten ¢ cuHapomom [layHa 3aBMCUT OT BO3pacTa
MaTepu 1 B MEHbLLEN Mepe OT Bo3pacTa oTua.

e C BO3pacToM CyLLEeCTBEHHO BO3pacTaeT BEPOATHOCTb POXKAEHUS AeTen ¢ cuHapomom [ayHa.
Tak, B Bo3pacTe 45 net oHa coctasnseT okosno 3%. Beicokas YactoTta 4eETEN C CUHOPOMOM
[ayHa (okono 2%) HabniogaeTcsa y paHO poXKatoLmX XeHLWwmH (go 18 ner).



CuHpgpom Tpucomum 21 (cuHgpom flayHa).
A — BHelWHUn B4 60nbLHOro;
b — kapuoTun 60nbLHOro
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[To xpomoOCcOMHOMY Habopy
cuHapom [layHa npeAacTaBreH

ﬂ%cmﬁ Tpucomumeu (94 %),

TpﬁmnOKauMOHHOﬁ cdopmon
- (4 %)

0 Mo3aunumamom (2 %)

CoOoTHOLLEHNE ManbYNKOB U AEBOYEK Ccpeaun
HOBOPOXXOEHHbIX C cuHapomom [ayHa coctaBnder
1:1.



KnuHunyeckass cuMmntTomMmatTuka

« [etn c cuHgpomom [layHa poxaatoTca B CPOK, HO C
YMEPEHHO BbIpaXeHHOW NnpeHaTaribHoW runonsasmen (Ha
8-10% Hwxe cpenHux BennyunH). MHorne cumMnToMbl
cuHgpoma [dayHa 3aMeTHbI Npu POXKOEHUN, B MOCIieayoLeM
OHU NPOSIBNAOTCA bonee 4YeTko.

* 13 yepenHo-nuueBbIX AM3MOpPdMN OTMEHaOTCA MOHIONIOMAHbIW pa3pes rnas
(no aTon NpuymHe cuHagpom [ayHa Jonro HasbiBanu MOHIrosiougmu3mMom),
Kpyrmnoe ynsoweHHOoe Nnuo, ninockada CinHKa Hoca, SNUKaHT, KPynHbIK (0BbIYHO
BbICYHYTbIN) A3bIK, bpaxuuedanus, edopMnpoBaHHbIE YIIHbIE PAKOBUHbI.

« XapakTepHa MbileYyHasi TMNOTOHUS B COYETAHUN C pa3bonTaHHOCTLIO CYCTaBOB.

« YacTo BCcTpeyaloTCcs BPOXAEHHbLIN MOPOK cepaLa, KNUMHOOAKTUSA. XapaKTepHble
N3MeHeHUda aepmaTtornuukm (YeTblpexnarnbLesasi, Unn «0besbsaHbA», CKnagka
Ha NafjoHuN, OBe KOXHble CKIlaKn BMECTO Tpex Ha MU3NHLE, BbICOKOE
NOSIOXKEHWE Tpupaauyca v gap.).

» [lopokn XKT HabnogatoTca pegko. Yactota kakoro-nndo cumntoma B 100%
Clly4aeB, KpOMe HMU3KOro pocTta, He oTMeYeHa.






BHewHUU BUO NaLUUEHTOB:

N
1 Macca HOBOPOXAEHHbIX B cpeaHeM cocTaBnseT 3,2 Kr

KOpOTKas Lues.

<N\, ronioBa OKpyrnoun ¢popMbl, 3aTbISIOK YNJSOLWEHHbIN; 006
2 | Y3Kui, NMLO LWMPOKOE M NOCKOoe; 3anaBLuasl CHKa
HOCa;

~ T _KOCOM pa3spes rnas, BepTukasribHble KOXXHble CKNaaKm,
3 NnpUKpbiBaloLWmMe MeguanbHbIA Yron rrnasHoun wenu;ceeTrble
NATHa Ha paAayXkKe, KaTapakTa y 6ornee craplumx geTteu;

HeAopa3BUTas BEPXHAA YeNCTb, BbICOKOe Hebo,
HenpaBUNbHBIA POCT 3y60B, TONCTHLIE ryObl, YTOMLLEHHbIN

4 \A3biKC rmny6oknmm 6oposgamu, BbiCTynaroL MM N30 PTa;
ManeHbKue, OKpyrnon ¢popmbl, HU3KO PacnosIOXeHHbIe
YWHbIe paKOBMHbI CO CBUCAIOLMUM 3aBUTKOM;



XeHwmHa c cuHapomowm [layHa B Bo3pacTe 38
ner
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Kapuotun npu TpaHcnokayumoHHom cuHapome [layHa
(oaHa 21-a xpomocoma npucoeanHeHa K 15-m xpomocome — yKasaHo
CTperikon)



[TopOKU BHYTPEHHUX OpPraHoB:

Hanbornee TUNM4YHbI NOPOKU cepaua: nedekTbl

1 MEeXKernyno4YKoBOM UNN MeXnpeacepaHon neperopoaok,
Yype3mepHoe pa3pacTaHuMe Unu HapylleHue pocTa
311aCTUYECKNX BOSTIOKOH COeAUHUTENIbHOW TKaHU U ap.;

pacnpocTpaHeHbl AedeKTbl OpraHoB NULLEeBapeHUs: 3apaLlueHu
€CTeCTBEHHbIX KaHarnoB ABeHaauaTUNepPCTHOM KULLKKU, OOnesHi
MpwnpyHra v ap.;

4acTo BCTpe4vyaeTcs NIeMKeMuUs; TaKxe
OOBOJSIbHA YacToO CHUXaeTcs PyHKLUUA
LUMTOBUAHOM Xene3bl;

y ManeHbKUX AeTeln pe3Ko BbipaXkeHa 4
MbILUEYHasi TMNOTOHMUS.




Haunbornee 4yacTblie BHeLWWHMe NPU3HaAKU CUHOpPOMA
HayHa.

MosroBsowu 4epen v nuuo 98,3
Bpaxuuedanus 81,1
MoHrononaHbIn pa3spes rnasHbiX Werneun 79,8
AnUuKaHT 514
NMnockasa cnuHKa Hoca 65,9
Y3koe HEGO 58,8
Bonblwon BbICYHYTbIN A3bIK

HedopmunpoaHHble ylHbIe paKOBUHbI 43,2
KocTHO-MbILWEeYHas cuctema, KOHEYHOCTH 100,0
Hu3knn poct 100.0
Hedopmauusa rpyaHOU KNeTkn 26,9
KopoTkue n lumpokume KucTum 64,4
KnunHopakTunua mmsnHua 56,3
YKkopouyeHHas cpeaHaa ¢panadra V nanbua KUCTU C OQHOWN crubarenibHOMN 9
CKnagkomn

YeTbipcxnanbueBasa CKNnagka Ha nagoHu 40,0
CaHpaneBngHas wenb

Mna3a 721
MNaTtHa Bpawdunga 68,4
NomyTHeHue xpycTanuka 32,2

Kocornasue



OCHOBHbIe BPpOXOEHHbIE MOPOKU
BHYTPEHHMUX OpPraHoB npu cuHapome [layHa

CepaevyHo-cocyamucTana cuctema 53,2
HdedeKkT mexkenyao4koBOM neperopoaku 31,4
HdedeKkT mexnpeacepaHou neperopoaku 24,3
OTKpPbITbIX aTPUOBEHTPUKYNSPHbIA KaHan 9
AHOManunn KpynHbIX COCyAoB 23,1
OpraHbl nuweBapeHus 15,3
ATpe3nsa nnm cteHo3 ABeHaALaTUNEPCTHOWN KULLKU 6,6
ATpe3usa nuweBoaa 0,9
ATpe3usa NnpAMON KULLKK U aHyca 1,1
MerakonoH 1,1

MoueBas cuctema (rmnonnasua novek, rmgpoypertep, rugpoHedpos) 5,9



* bonbloe 3Ha4YeHVe ANA ANarHOCTUKN NMeeT ANHaAMMUKa
c¢on3nyeckoro n ymCcTBeHHOro pasButua pedeHka. MNpu
cuHapowme [layHa v To 1 Apyroe 3agepxuBaetca. PocT

B3pPOCHbIX 00MbHbIX HAa 20 cM HMXe cpeaHero. 3aaepXxkKa
B YMCTBEHHOM pa3BUTUM AOCTUraeT UMOELIMNbHOCTM,
eCInn He NMPUMEHATCA cneunanbHble MeToAbl O0yYeHus.

Hetn c cniapomom [layHa nackoBble, BHUMATENbHbIE,
nocnyuwHble, TepnenuBblie npu obyyeHnn. KoacdhdpunumeHT

yMcTBeHHoro pa3sutus (IQ) y pasHbix AeTeu LUMPOKO

L BapbupyeT (oT 25 o 75).

___——— e+ Peakuusa geteu c cnHapomMmom [layHa Ha cpaKkTopbl OKpyxKaroLien

cpeAbl HacTo naTtorfiorn4yeckasl B CBA31 €O CrlabbIiM KNEeTOUYHbIM U
rymoparibHbIM UMMYHUTETOM, CHMXeHnem penapauum OHK,
He4OoCTaTO4YHOMU BbIpaboOTKOM nuLieBapuUTenbHbIX epMeHTOB,
orpaHu4eHHbIMU KOMMNEHCAaTOPHbIMU BO3MOXHOCTAMU BCEX CUCTEM.
Mo aTon npuunHe getn ¢ cuHapomom [layHa 4yacto 6onetror
NMHEBMOHUSIMU, TAXESIO NePeHOCAT AeTCKMe UH(eKUUn. Y HUX

oTMe4dYaeTCAa HeaoCTaTOK MacCcChbl Tera, BbipaXeH aBUTaMUHO3.

BpoXaEéHHbIe NOPOKU BHYTPEHHUX OpraHoB, CHUXXeHHasA
NPUCNOCOONEeHHOCTbL AeTen ¢ cMHApoMomMm [layHa 4yacTo NpuBOAAT K
netanbHOMy ucxopay B nepsble 5 net. CnegcrteMeM U3MEHEHHOIO
UMMYHUTETa U HEQOCTAaTOYHOCTU penapauuoHHbIX cuctem (ana
nospexaeHHon [IHK) aBnaroTca nemkosbl, YacTo BCTpe4varlmecs y
GonbHbIX ¢ cMHapoMoMm [layHa. CpeaHAA NpoAOIIKUTENIbHOCTb XXKU3HU
npuv cuHapome [layHa 36 ner.




MuHmnmanbHble
ANarHocTu4yeckue npmusHakn

P
YMCTBEHHas MbilleYHas |

OTCTAJIOCTb TMMNOTOHUA

Tpucomus
no 21

XpomMocoMme
MOHrornous

nnockKoe HbIWN

nuuo paspes
rnas




HuacHocmuka :

* B nepuopge BHYTpUyTpOOGHOro pa3sButusa cuHapoma [layHa MoOXeT ObITb BbISIBJIEH MpPU
npoBeAeHUN BMOXMMUYECKOro CKPUHUHIra 6epemMeHHbIX BO II-M TpumecTpe no
Pe3KoMy CHUXEHUIO B CbIBOPOTKE KPOBU YPOBHSA XOPUOHNYECKOro roHafoTponuHa,
YTO ABNAETCA KOCBeHHbIM NPU3HAKOM Hanuuua cuHgpoma flayHa y nnopa. B atom
cnyvyae bepemMeHHas XeHLMHa AOMKHA ObITbL HanpasefieHa Ha yNbLTPa3ByKOBOEe
CKaHMpoBaHue 2-ro ypoBHS, TaK KaKk npuv gaHHou nartonormu no4ytu B 100%
HabnoaeHun BoigBnATCA Y3U-Mapkepbl XpOMOCOMHBLIX CUHAPOMOB. [Ansa
noATBepXAeHUsa auarHosa cmHapoma [layHa v ganbHeuwero MeauKo-reHeTu4eckoro
NPOrHo3MpoBaHUA COCTOSAAHUSA 3040POBbA OyAyLlero NOToMcTBa poauTenen nokasaHo
npeHatanbHOe KapuoTunMpoBaHue nnoaa.

e NuddepeHunanbHaa agMarHocTUKa NPoBOAUTCA C BPOXKAEHHbIM FTMMNOTUPEO3OM,
Apyrumu chopmamm XpoMOCOMHbIX aHoManuun. LintoreHeTn4yeckoe uccriegoBaHue y
AeTen nokasaHo U Npu NoAo03peHUU Ha cCUHAPOM [layHa, n NpuU KITMHNYECKN
yCTaHOBNEHHOM AuarHo3e, NOCKOSbKY LiUTOreHeTMYecKas XxapaktepmMcTuka naumeHTa
Heobxoauma AnAa NPporHosa 340poBbA byayLUX AeTen y poauterien n nx
pPOACTBEHHUKOB.

INleueHue. MpeanpuHUManNUCb NONbITKX NeYUTb AeTeN ¢ CMHAPOMOM [layHa ropMOHaMu LWMUTOBUAHOMN
Xenesbl U runodunsa, ogHaKo 3T MeToabl HAXOOATCA NOKa Ha cTagun pa3paboTtku. Kak n gpyrue
YMCTBEHHO OTCTasble AeTU UX YPOBHS, 60nbHbIe ¢ cuHapoMom [layHa nognarTca ob6yyeHnto 6bITOBbIM
HaBblKaM, KOOpPAUHALMWN ABWXEHUIN, peun U ApYyruM NpocTbiM (PyHKLUAM, HeOO6XOAUMbIM B NOBCeAHEBHOM
XKU3HM.
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LLepeweBckoro — TepHepa cungpom (H.A. LLlepeweBcKkun, cos.
aHaokpuHornor, 1885—1961; H.H. Turner, amep. 3HOOKPUHONOT,
poauncsa B 1892 r.; cMHOHUM: cuHApoM TepHepa, CUHAPOM
Ynbpuxa, ceKcoreHHast KapsiIukKoBoCTb M Ap.)

L ECKIA * Yacrora LU.-T. c.
obycnosneHHasa goopma cpeau
NEPBMYHON areHe3nn unu HOBOPOXAEHHbIX
OVCreHe3nmn roHag,
OTHOCUTCS K COCTaBIndAEeT B
XPOMOCOMHbIM cpeaHem 0,03%
oone3Ham,
COMpPOBOXOaeTcs
aHOManuaAMM

COMaTUYEeCKOro pasBUTUs
1 HU3KOPOCIOCTHIO.
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HapyLueHne doopmmpoBaHus
nonosbIX xenes npu LW.-T. c.
o0ycroBneHo oTCyTCTBUEM U
CTPYKTYPHbIMW AedeKkTamMn OgHOU
MNOSIOBOM XPOMOCOMbI. OTO NpUBOAUT
K Bblpa>X€HHOW 3CTPOreHHou
He4OCTaTOYHOCTU, NOSIOBOMY
HedopasBuUTULO, y DOMbLUMHCTBA
BONbHbIX — K NEPBUYHON aMeHopee
n 6ecnnoguto. XpoOMOCOMHbIW
ancbanaHc B pesyrnbsrarte OTCyTCTBUA
OLHON M3 NOSOBbLIX XPOMOCOM UNU
YacTn X-XpPOMOCOMbI ABMAETCH
NPUYNHOWN BO3HUKHOBEHMUS
PasnnYHbIX 4edeKTOB
COMaTM4eCKOro pasBuUTusS.

AR



* [onHagbl npu LW.-T. c. npeactaBnatoT coboun
HeaudpepeHUnpoBaHHbIe
COeAMHUTENbHOTKaHHbIE TAXN. Pexe
BCTpeYarTCs pyaMMeHTbl ANYHNKOB,
BKI1HOYalOLLME OBapuarsibHyo CTPOMY, a MHorga u
oTAenbHble NpuMopAauanbHble oNNnKynbl. B
rOHadHbIX TSHXKax MOryT BbITb OOHapPYXXEHbI
9JIEMEHTbI ANYEK N PYOANMEHTDI
ceMsBbIHOCSALLErO nNpoToka. Hanbonee BaXHbl
N3MEHEHUA KOCTHO-CYCTaBHOW CUCTEMbI —
spina bifida, pepopmauusa cycrtasos,
YKOPOYEHME MeTaKapnanbHbIX K
MeTaTap3arbHbIX KOCTEN, parnaHr, ocTeonopos u
ap., UBMEHeHUs cepaua 1 KpynHbIX cocydoB —
KoapKTaunsi aopTbl, He3apalleHne aopTanbHOro
(boTannoBa) npoToka, gedekT
MEXKENYQ04YKOBOW Neperopogkm, CTEHO3 YCTbS
aopThbl, MOYEYHbIX apTepUn 1 Ap., NMOPOKU

Pucynoxk 13. BonbHaa 14 ner.
pa3BUTUA NOYEK — NOOKOBOODpa3Hasi Mo4Ka, Cuspapom Ulepemesckoro-Tepke-
yaABOEHME JTOXaHOK U MOYETOYHMKOB U ap. P SPEIOBNANLIE CHEAAKN Ha

mee “ronoea churkca”




OtcTtaBaHue 6onbHbIX ¢ LW.-T. c. B donamyeckom
PasBUTUM 3aMETHO YXe C poxaeHua. [Angd
OOHOLLUEHHbIX HOBOPOXOEHHbIX XapaKTepHbl
Marnas anvHa (42—48 cm) n macca tena
2800—2500 2 1 MeHee), T.e. 3agepxKa
dom3nyeckoro pasBuUTnA HOCUT
BHYTPUYTPOOHLIN XapakTep. ATO NOCAYXUNo
npudnHou npuydmncnenna LW.-T. c K
npuMopamanbHOMY HaHU3MY
[MTaTorHoMoHU4YHbIMK ana LW.-T. c. npwu
POXOEHNN SABMAIOTCA CKNaaKn KOXun no bokam
YKOPOYEHHOW e (MTEPUrNMYM-CUHOPOM),
Opyrve nopoku cCoOMaTnUyecKoro passuTtug,
OCODEHHO KOCTHO-CYCTaBHOM N cepaeYHo-
COCYOUCTOM CUCTEM, TaK Ha3biBaemMoe Lo
cdomnHkca, numdoocTas.

Pucynox 14. Bonsras 14 ner. Cunapom llepewenc-
koro-Teprepa. Kpbinosuansie CKNAAKM Ha miee “ro-
nosa chuHKca”, HU3KUK POCT BONOC

« [1na Te4yeHma nocTHaTanbHOro rnepuoaa xapakrepHo obuiee 6ecrnokoncTBo
HOBOPOXAEHHbIX, HAPYLLUEHNE cOcaTeNbHOro pedrekca, cpbirmBaHUa POHTAHOM,
pBoTa. B paHHeM Bo3pacTe y YacTu 60MbHbIX OTMEYalOT 3aePXKKY CTaTUYECKOro
pasBUTUSA U Pa3BUTUA PEYN, YTO CBMAETENBLCTBYET O NaToNorMmM amopunoreHesa
HepBHOU cuctembl. [pumepHo y 15—20% OornbHbIX 3agepXKKka pasBuTU

HabntogaeTca B nydbepTaTHOM nepuoae.



Hanbonee oOwWmMmM comaTn4eCKUM NPU3HAKOM
npwu LW.-T. c. aBnaeTca HU3KopocnocTb. PocTt
OONbHbIX, KaK NpPaBuIo, He NpeBbillaeT
135—145 cm. Macca Tena 4acTo U30bITOYHA.

ComaTunyeckme cumntombl y 6onbHbIX ¢ LL.-T. c.
B nopsaake yobiBaHUA NO YacToTe
BCTpeYaeMocCTu crieaylowme: HU3KOPOCNOCTb,
obwasa AMcnnacTUYHOCTb, 604YKOOOpa3Hasn
rpyaHas Kretka, ykopoyeHue Lweun, HU3KUu pocTt
BOJIOC Ha Llee, BbICOKOEe, «roTu4yeckoe» Hebo,
KPpbINOBUAHLIE CKMaAKN KOXU B obnacTu wew,
Aecopmaums yWHbIX paKOBUH, YKOpPOYeHMUe
MeTaKapnaribHbIX U MeTaTap3anbHbIX KOCTEU U
annasusa ganaHr, pedopmaumnsa Horremn,
BanbrycHasa gedopmauus nokKTeBbIX CyCTaBOB,
MHOXXeCTBEHHbI€ MUrMeHTHbIe NATHA,
MMUKpPOrHaTn3am, numdocTtas, NTo3, ANMKaHTyC,
NMOPOKU cepAaLa N KPyrnHbIX COCYAOB,
apTepuaribHas runepTeH3us, BUTUIUIO

Pucyxok 16. Bonsxan 13 ner. Curpapom llle-
pemresckoro-TepHepa. Hu3kuu pocr, orcyr-
CTBUME BTOPUYHBIX NMONOBLIX MPU3IHAKOB



KnuHuyeckne cmmMnTomMbl CUHAPOMA
LLlepeweBckoro-TépHepa n nx 4yacrora

CvumnTom YacTtoTa, % obwero uncna
GONbHbIX

ManeHbKun pocT 100
BpoxaéHHaa numdenema 65
KpbinoBmaHble cknagku 65
Hu3knn pocT Bonoc Ha Liee 75
YnnouweHHasa rpyaHas Krnetka 55
KopoTkas Lwes 50
BanbrycHoe nckpusneHue 45
3meHeHue Hortenm Ha ctonax u 75
KMCTAX

Bbicokoe HEDO 70




 Ha peHTreHorpamMmmax KUCTen 1 CTOor
BCTpeYatloTcs annasmsa anaxr, rmnonnasns
MeTakapnarnbHbIX U MeTaTap3aribHbIX
KocTen, aedpopmauma Kocten
ny4yes3ansiCTHOro cycrasa, Ha
PEHTreHorpaMmmax no3BOHOYHMKA 1 rPyOaHON
KIMETKU — CMHOCTO3bl MO3BOHKOB U pebep,
ABMNEHNA rMNepTpPodPUYECKOro ocTeonopoaa.
OndodepeHunpoBKa ckeneta yMepeHHo
OTCTaeT OT BO3PAaCTHbIX HOPM, OfHAaKO K
nybepraTHOMY Nepuoay oHa Nporpeccupyert
N 06bIYHO COOTBETCTBYET haKTUYECKOMY
BO3pacTy.

* PeHtreHonornyeckn npu WW.-T. c. Typeukoe
ceasio 1 KocTu ceoga Yepena obbI4HO He
N3MEHEHbI, NULLb B OTAENbHbIX Cy4Yaax
TYpeLKoe ceano MOXET UMETb
cBoeobpasHyo dopmy ¢ 06bI3BECTBIEHNEM
anadparmel, 6bITb YMEHbLUEHHBIM UMK
YBENTNYEHHbIM.

’,




lNonoBoe Hepgopa3Butue npwm LU.-T. c.
oTnuyaeTca ceoeobpa3mem. Hepegknmm
Nnpu3HakamMmum ero ABRSAKOTCA repoaepmMmmsa u
MOLLUOHKOOOpa3HbIX BNA OOSbLUMX NMOMOBbLIX
ryo, BbiICOKasi NPOMEeXHOCTb, Heagopa3BuTune
MaribiX NOFIOBbIX ry6, AeBCTBEHHOU NNeBbl U
KNNTOpa, BOPOHKOOOpAa3HbIN BXO4 BO
Bnaranuuwe. B To xxe Bpema y 4YacTn OONbHbIX
UMEKOTCA NPU3HAKU MaCcKynMHM3auum B Buae
runeptpocdmn KNUTOopa, YTO YacTo coyeTaeTcA
C BUPUJIbHbIM OBOJZIOCEHUEM Ha Tene.
MonouHble Xxerne3bl y 6onbHbIX ¢ L.-T. c.
Hepa3BUTbIl, COCKU HU3KO PaCMONIOXEHbl,
LULMPOKO paccTaBrieHbl, orieaHbl U BTAHYTDI.
PasBuBarwmecsi MOsnoYHble Xxerne3bl npu LLU.-T.
C. UMeKoT NpPenmMyLLeCTBEHHO XUPOBOEe
CTPOEeHUue U HenpaBuUIibHY hopmy.
BTopuiyHOe oBOfnoceHne nNosiBnsieTcs
CMOHTaHHO M ObIBaeT CKYAHbIM.

|

Pucynox 17. Bonbraa 13 ner.
Cunppom lllepemresckoro-Tepxe-
pa. [lepeuyHan aMeHopes, OTCyT-
CTBUE BTOPUYHLIX ITONOBBLIX MPU-
3HAKOB



B otnuune ot runodusapHoro HaHusma npv LW.-T. c. HabntogatoT
BbICOKYIO rmnotanamo-runousapHyo akTUBHOCTb, YTO
NPOABNSAETCA UBMEHEHUSAMM NO TUMY ocmMeakUUHaibHO20
CUHOPOMaA, BblpaXaeTCs B CKITOHHOCTU K noBbiweHuntio ALl y nuy
MOJI040ro Bo3pacTta U K OXXMPEHU0 C HapyLUeHNSMnN TPoUKn
TKaHEN, B XapaKTEPHbIX U3MEHEHUAX DI

NHTennekT 6onblumnHcTBa 60mnbHbIX ¢ W.-T. c. coxpaHeH,
NMeLLaAaca nHoraa nHTennekTyanbHagd He4oCTaTOYHOCTb
Bblpa)xeHa Hepesko. B ncmxmnyeckom ctaryce 6onbHbIX ¢ LL-T. c.
rMaBHYIO POSib UrpaeT cBoeobpasHbI NCUXUYECKUN MHADAHTUNU3M C
ancopmen Npm XopoLlen nNpakTN4ecKkom npnucnocobnaemocTu 1
coumnanbHOM aganTtauun.

[lmarHo3 yctaHaBnMBalT HA OCHOBaAHUN XapaKTePHbIX KITMHUYECKUX
0COBeHHOCTEN, onpeaeneHnst NosI0BOro XxpomMaTtuHa u
nccnenoBsaHuns kapuortuna. Ana andpgepeHumanbsHON JUarHoCTUKA
C HAHN3MOM MHPOPMATUBHbLIMWU ABNAKOTCA AAHHbIE ONpeaeieHns
cogepXaHnsi B KPOBU TPOHHLIX TOPMOHOB rmnogusa, 0ocobeHHo
roHagoTPONUHOB, N ANEKTPO3HLUEedanorpaguu.
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* JleyeHne 6onbHbIX ¢ LL.-T. €. 3aknoyaeTcsa B CTUMyNAUMKM pocTa
Tena aHabonuyecknmun cteponngamm n gpyrumm aHabonnyecknmm
npenapartamu. YuuTtbiBasa O0sbLUYO CKITOHHOCTb OOMbHbIX K
aHOporeHnsauun, rnevyeHne cnegyeT NnpoBoaANTbL MUHUMASTBHO
adopekTUBHBIMN 403aMN aHAbONNYECKNX CTEPONAOB C NepepbiBaMu
Npu perynsapHoOM rmHeKonormn4eckom KoHTpose. OCHOBHbIM BUOOM
Tepanun 6onbHbIX ¢ LL.-T. c. aBnseTcs acTporeHn3aumsi, KOTOpyro
ocyLiuecTenaoT ¢ 14—16 net u B TedeHne BCero A4eTopogHoro
BO3pacTa: BHa4ane HenpepbIBHO 40 NOSBNEHUA NePBOro
MEHCTpPYanbHONoA4OOHOro KpOBOTEYEHUS, daree — Kypcamu,
NUMUTUPYSA HOPMaSIbHbIN MEHCTPYaribHbIN LUKWKI. JledeHne npnBoguT K
deMrHU3aUNM TENOCNOXEHNA, PA3BUTUIO XXEHCKNX BTOPUYHbIX
NOM0BbIX NPU3HAKOB, yny4laeT TPOPUKY NOMNOBLIX MyTEWN,
Bbl3blBAET MHOYLMPOBAHHbLIE MEHCTPYaLUN, YMEHbLUAeT
NOBbILEHHY aKTUBHOCTb rmMnoTtanamo-runogou3apHom CUCTEMBI,
npenoTBpallaeT passutne rmnotasaMmmyeckon naTorornm no Tmuny
nocTkacTpaunoHHoro cuHgpoma. pu LW.-T. c. y My>X4uH B crny4vyae
rmnoroHaguama nNnpMMeHaeTCcs 3aMecTUTelibHagd Tepanusa My>XCKUMU
[10/108bIMU 20PMOHaMU.




NMpPOrHo3 Ans XXn3Hu
npu W.-T. c.
OnaronpuATHbLIN,
UCKIIOYEeHuUue
COCTaBIAOT
OOonbHbIE C
TAXenbIMKU
BPOXAOEHHbIMU
nopokKkamu cepaua u
KPYNHbIX COCYAOB, C
peHanbHOM
rmnepTeH3nemn.
JleyeHue
3cTporeHamu genaet
oonbHbIX ¢ LW.-T. c.
CNOCOOHbLIMM K
CEMEUWNHOM XN3HM,
oAHaKo abcornrTHoe
OONbLUHCTBO U3 HUX
OoCTaloTCcH
0ecnnoaHbIMM.



CuHpgpom KnanHdenbrepa

HacnenctBeHHOe 3aboneBaHue
XapaKkTepusyrLleecs nonmcommen no
NonoBbLIM XpomMocomMmaM. Knaccuyeckmu
XPOMOCOMHbIN HAabop Npu CMHAPOME
KnanHdensrepa nmeet cnegyroLwunm
Bua: 47 XXY. BoamoxHo n bonbluee
KONMMU4YeCTBO X-XPOMOCOM, HO Takue
BapunaHTbl cMHapoma KnanHdensrepa
BCTpeYyarTCsd BeCbMa HeyacTo.
Obsa3aTenbHbIM YCNOBUEM
3aboneBaHua saBnaeTca Hanndue Y-
XPOMOCOMbI, YTO 1 onpeaenser
BO3HWKHOBEHWE CMHOPOMA
KnanHdenstepa Tonbko y nuu
MY>KCKOro norsa.

UacTtoTa BCTpe4YaeMOCTHU:
okono 1:700
HOBOPOXOEHHbIX Manb4YMKOB.
Takoe nsameHeHue
XPOMOCOMHOro Habopa
CBA3aHO C HapyLUEHNEM
NPOLECCOB KITIETOYHOIO
aeneHns B 3aMOpuUoHaribHOM
nepuoge. Y-xpomocoma
obycnaBnuBaeT pasBuUTme
MY>XCKUX MEPBUYHbIX
NOMOBbIX MPU3HAKOB, OQHAKO
N30bITOK X-XPOMOCOM
noaaenseT ee BAUsHUE.






KnuHunka cuHapoma KnanHdenbrepa

3aboneBaHue A0 nepuoaa NONoBOro Co3peBaHUA NPaAKTUYECKU He NMPOoSABNAETCS.
Manb4ukn pacTyT n pa3BuBarOTCAA HOpMaribHO, O4HAaKO MHOrA4a MoXeT obpaliaTb Ha
cebs BHMMaHUe 3aepKKa NCUXMYEeCKOro U yMCTBEHHOro pa3sutusa (4ebunbHocThb). B
nyGepTaTHOM nepuoae Ha4YMHaKOT NPOABNATLCA NPUCYyLUMe ANA CUHAPOMA
KnanHdgenbrepa 4epTbl: NpoMcxoauTt HeaopasBUTUE SSUYEK U BTOPUYHbIX NMOJSIOBbIX
NpU3HaKkoB. XapaKTepeH BHELWHNN BUA OONbHbIX: BbICOKUW POCT, EBHYXOUAHbINA TUN
TernocnoXxeHus (y3Kue nrieyn, OoTHOCUTENbHO LWUPOKUNA Ta3, OBOSIOCEHUE MO
XXeHCKoMy Tuny). Takke NponcxoanaT AereHepaTUBHbIe NMpouecchl B AUYKaX U
CeMEeHHbIX KaHanbuax. Cnepmarto3ounabl (pyHKLUMOHANIbHO HECOCTOATENbHbI, a NMO3Xe
nepecTaroT BblpabaTbiBaTbCA COBCEM, UTO OOycnaBnMBaeT HacTymnneHme
cTepunbHocTU. MonoyHble Xene3bl yBeSIMYNBAKOTCH, HO NMpoLuecca flaktauum He
NPOUCXOAMUT, TaK KaK TOJLLY Xere3 BbINOoJIHAeT coeAUHUTEeNbHaA TKaHb —
pa3BuBaeTcs rMHeKoMacTuUs. BonocsiHOM NOKPOB U MbilleYHaa Macca BblpaXKeHbl
cna6o. bonbHble ¢ cnHapomom KnanHdenstepa manonpurogHsl Anst gu3nyveckoro m
YMCTBEHHOro Tpyaa. 3agepXKa ncuxmy4eckoro pasButusi Bce YeTye NposiBrsaeTcs c
BO3pacToM, AoXoAs Nopou 40 MMOeuunbHOCTU. BOoNbHLIM ¢ CUHAPOMOM
KnanHdenbrepa npucywim noseaeH4YecKkme OTKNOHEeHUA: NabunbHOCTb MCUXUKMU,
arpeccuBHOCTb, KOTOpPbIe YepeayrTcA ¢ 6e3pasnnumemMm Ko BCeMy OKpyXKaloLiemy.
[aHHbIe KNMHNYecKue NposiBfieHUA Bcerga nMerTca y nuy ¢ Habopom XXXY, XXXXY.
Y 6onbHbIX ¢ ABYyMA X-XpOMOCOMaMM psaa NepeymncrieHHbIX KIMHUYEeCKUX NMPpU3HaKkoB
MOXEeT U He ObITb.



Cunppom KnanHdenstepa. A —
BHELWHUN BUA 60NbHOro (XxapakrepeH
BbICOKUN POCT, HENMPONOPLIMOHASIbHO
ANWHHbIe KOHeYHOCTU); b—KapuoTtun
6onbHoro (XXY)




HenonHasa mackynnHmsauus
(HegocTaTo4YHOE pas3BUTUE NO
My>XcKomy Tuny) CHuxeHne
nnéunpo OcTteonopos
(paspexeHne KOCTHOW TKaHW)
TaypoooHTnam (ocobas
naTonoruns 3y6os) BeHo3Has
naTonoruns Npobnemsl
NCUXNYECKOro Pa3BnUTUS
AYyTOMMMYHHbIE CUCTEMHbIE
nposasneHns HM3kum yposeHb
SHepreTukn Hmnskas
camooLeHKa TpyoHocTu
ooLweHuns




IHunarHocTtuka n neyeHue cmHapoma
KnanHdenbsrepa

OuarHocTtuka cuHagpoma KnanHdenbrepa HecrnoxHa. PacnosHaTtb
3aboneBaHne MOXXHO Aaxe Mo BHeLUHeMY BMUAY OONbHbIX 1 NO N3MEHEHUAM CO
CTOPOHbI BTOPUYHBLIX NOMOBbLIX MPU3HAKOB. EBHYXOMOHbLIM TUM TENOCNOXEHUS
OOYyCIOBIIEH LUMPKYNALMEN B KPOBM NOBbILLEHHOW KOHLIEHTPaLNK
JONNUKYNOCTUMYIMPYIOLLIErO TOPMOHA, SBMNAKLWErocAa HEOTbEMITIEMON YaCTbIO
rOPMOHasIbHOU perynsaunm MmeHcTpyanbHOW OYHKLMKN XKEHCKOro opraHnama.
Kpome Toro, B GBMOXMMMYECKOM aHanm3e KpoBM 4acTo OTMeYaeTCcsl abConOTHbLIN
aepuumnT aHgpocTtepoHa n TectoctepoHa. [oaTomMy aaHHbIE USMEHEHUS
ABNAKTCA KpanHe LieHHbIMU B AnarHoCcTuke cuHapoma KnamHdoensrepa.
[TockornbKy 3aboneBaHne B AETCKOM BO3pacTe MpakTUYeCcKn HUKaK ceba He
NPOSABNSET, BOBPEMS BbISIBUTb BONbHLIX YOAETCA O4YEHb PEAKO, YTO, B CBOKO
oyepenb, AenaeT BeECbMa COMHUTENbHbLIM MPOrHo3 nedeHns. Hanbonee

9P PEKTMBHBLIM CNOCOOOM CBECTU K MUHUMYMY NPOSABIIEHUS CUHOPOMA
KnanHdoenstepa aBnseTcs KypcoBad ropMoHarnbHas Tepanusa B BUAe MHbEKUNN
METUITTECTOCTEPOHA - CUHTETMYECKOIO aHanora TectoctepoHa. Hanbonee
BUOWMbIE pe3ynbTaThbl OT TAKOro JieYeHNA OOCTUratoTCcd, ecnm CUHAPOM
KnavHdenbstepa Obin BbigBrieH B Bo3pacTte Ao 10 nert.






Tpucomua X

YacrtoTra TpucoMun-X COCTaBIISIET CPEIM HOBOPOXKICHHBIX JEBOUEK U KCHILMH
1:1000, cpenu ymcTtBEHHO OTCTalbIX — 0,59 %. BONBIIMHCTBO AE€BOYEK M KEHIIMH
C TPUCOMUEMN-X BBISBICHBI CPEJIM OOJBHBIX IICUXHUATPUIECKUX OOJIbHHUII.

Tpucomuto-X MHOTIA HA3BIBAKOT CUHPOMOM TPHUILIO-X, OJHAKO 3TO HE SABJIAECTCS
000CHOBAHHBIM: TPUCOMHUS-X HE 00YCIOBIMBAET YETKOTO MMOCTOSHHOTO
CUMIITOMOKOMILJIEKCA.

Knuandeckue mposiBieHUs BeCbMa MOJIUMOP(HBI, a Yy YaCTH MAIIUEHTOB C
TprucoMHei-X BoOOIIe HE 00OHAPYKUBAETCS KAKUX-JIMOO OTKJIOHEHUM B
(bY3UYECKOM U TICUXUYECKOM Pa3BUTHH. BMecTe ¢ TeM OJJHUM M3 YacCThIX
IPOSIBIICHU TPUCOMUM-X SBIISETCS HEMTyOOKasi yMCTBEHHAsl OTCTAJIOCTh, KOTOpas
orMmedaeTcs y 75 % 0osbHBIX. OC000€ BHUMAHUE MIPUBJICKAECT YaCTOTa 3a00JI€BaHUS
mu3oppeHneii. Y MHOruX OOJBHBIX C TpUCOMUEN-X HAOMIOAAIOTCS 3aeprKKa
(bM3UYECKOTO Pa3BUTHSI, HETPYObI€ TUCTUIACTUYCCKUE TTPU3HAKH: ITTUKAHT, BEICOKOE
TBepJ0€ HE0O0, KITMHOAAKTUIINS MU3HHIIEB. Pexke BcTpedaroTcsi 00JIbHBIE BBICOKOTO
pocTa. Y HEKOTOPBIX MAIMEHTOB OTMeUYaeTcs OecIionne, 00yCIOBICHHOE
HEeI0pa3BUTHEM (DOJTUKYIIOB.

JInarHo3 CTaBsT TOJIBKO MPU MUTOTCHETUYECKOM UCCIICIOBAHNUU: BBISBIISIOT 47
XPOMOCOM M JBOWHOM MOJIOBOM XpoMaTrH. ONMMCAHO TaKXK€ MHOIO CIIy4aeB TaK
HazbpIBaeMoil monucomMun-X: Terpacomus (XXXX) u nenracomusi (XXXXX) ¢
COOTBETCTBYIOILIUM YBEIIMYEHUEM KOJIMUYECTBA TEJEL TOJIOBOI0 XpoMaruHa. B aTux
CJIy4dasiX CTENEHb MCUXUYECKOT0 HEAOPA3BUTHUSI BEIpAXKEHA IpyOee U KOPPEIUPYET C
KOJIMYECTBOM JIOTIOJTHUTEIbHBIX X-XPOMOCOM.



CuHapom daBapaca
(cuHpgpom Tpucomum 18)

XapaKkTepusyeTcs KOMMNeKcom °
MHOXECTBEHHbIX MOPOKOB )
pas3BuUTUAa N Tpucommen 18
XpOMOCOMBbI. (Tpucomusa 18;

47, XX(XY)+18 )

MKB-10: Q91.0 Tpucommsa 18,
MenoTnyeckoe

HepacxoxXxaeHune

Q91.1 Tpucomus 18,
MO3anum3mM (MUTOTUYECKOE
HepacxoxaeHue)

Q91.2 Tpucomus 18,
TpaHcnokauus

Q91.3 CuHgpom SaBapaca
HEeYTOYHEHHbIN

Bapuauun

Kpome Tpucomumn 18, npucytcTByroLLEN BO
BCEX KneTkax opraHM3ma, a Takke Mo3anyHou
Tpucomuun 18, BO3MOXHA U YaCcTUYHadA
Tpucomus. lNpm 3TOM YacTb XpOMOCOMbI 18
NPUCOEONHSAETCS K Opyron Xpomocome. Takomn
9dpeKT HasbIBaETCH , N OH
MOXXET NPON3ONTU KaK Npu CO3peBaHUN raMer,
TaK 1 rnocrne onnogoTBOPEHUSA B KITETKaX
3apogblwa. B knetkax opraHmama npu aTom
OKa3sblBaKOTCHA [ABE OMOSIOrNNMYHbIE XPOMOCOMDbI
18 1, OONOMHUTESNBHO, YaCTb XPOMOCOMbI 18,
NPUKpenneHHas K gpyron xpomocome. Y
nogen, ctpagarLwmx YacTU4YHOM TPUCOMUEN
18, aHoOManum NnposBNATCA criabee, HeXxenu
npu TUNWYHOM CUHOPOME JBABapAaca.



IOTUONIONUA.

e [MpuunHon 3aboneBaHna ABNAETCA HanNn4iue
aononHuTernbHon 18- XpoMocoMbl (Tpex BMecTo ABYX).

e B ogHOM cny4yae n3 gecsatu HabnopgaeTcss MoO3anumusm B
ABJfIEHUU TPpUcomMmmm 18: NULLHIOK XPOMOCOMY HecyT He
BCE KNIeTKN opraHusma. 3To roBOPUT O TOM, YTO
HepacxoXxaeHune npoun3oLsno Ha paHHen ctTaguu
pa3BUTUSA 3apoablilla, a BCe KNeTKU C TPUCoMuen —
NOTOMKU HernpaBuUIiibHO NOAESIMBLUEUCS KIETKU
3apoabiwa.

e [letn c Tpucomuen 18 yaile poxparoTcs y NOXUIbIX
MaTtepeun, B3auMOCBSA3b C BO3pacTOM MaTepu MeHee
BbIpaXeHa, 4YeM B crnydyasasX TPMCOMUN XPOMOCOMbI 21 u
13. OnsA XXeHLWMWH cTaplie 45 net puck poanTb 60NbLHOro
pebeHka coctaBnset 0,7 %.



OcHoO@HbIe K/TUHU4YecKue rnposiesieHuUsi
cuHdpoma dodeapdca. BHewHuU 8uo:

demu poxx0aromcsi CO CpeGHUM 8eCOM 2, 2 K2, Xomsi CPOKU 6epeMeHHOCMU HopMaJibHble usu
da)ke npeesbiwWarom HOpPMY;

8 npouecce pazsumus op2aHu3mMma Haubosiee 4Yacmbl aHOMasluUu MO3208020 U JIUUe8020 Yyeperna,
MO032080l Yepern Ype3MepPHO OsTUHHOU ¢hOPMbI;

HUXXHASA YeJIioCmb U POmoeoe omeepcmue MmalJieHbKue,
eJ/la3Hble weJsiu y3Kue u Kopomkue,

YWHbIe paKkosUHbI deghopmMupoeaHbl U 8 nodaessisirow,eM 60sibWUHCMEe Clly4aee PacrosiOXeHbl
HU3KO, HECKOJIbKO 8bIMsIHYMbI 8 20PU30HMasIbHOU M/IOCKOCMU, MOYKa, @ 4acmo U KO3eJ10K
omcymcmeyrom;

Hapy)XHbIl cryxoeol npoxod cyxeH, uHo20a omcymcmeyem;

2pyOuHa KopomkKasi, U3-3a 4e20 MexpebepHbie NPOMeXymKu yMeHbUWeHbl U 2pyOHasi Kriemka
wupe u Kopo4ye HopMasibHoOU;

8 80 % cnyyaee HabnroGaemcsi aHOMaslbHOe pa3eumue cmorbl: MsMmkKa Pe3Ko ebicmynaem,
ceod npoeucaem (cmona-ka4aJsika), 6onbwoll nasey ymoJsiueH U YKOPO4EeH.

Hegpekmbi éHympeHHuUX op2aHo8:

Haubosiee Yacmbl MOPOKU cepduya U KPYrHbIx cocydoa: deghekm Mexkes1yooYykoeoll
nepe2opooKu, poxX0eHHOe omcymcmeue OOHOU CMEOPKU Ki/lariaHO8 aopmabl U JIe204HOU
apmepuu;

Hedopa3zeumue MO3)Ke4YyKa U MO30JIUCMO20 meJia, USMEeHEeHUsI CmPyKmyp oJiue;
eblpakeHHasi yMCmeeHHasi omcmasiocmab;

CHU)>eHuUe Mblwe4YHO20 MOHYyca, nepexodmuee 8 rnoebIiweHuUe co crnacmukou.



CuMnToMsl

YacrtoTta BecTpevaeMocTi, %

Tsaxenas 3anepxxa ncUXOoMOTOPHOTO U HU3M-
YEeCKOro pa3BUTHS

3aTpyaHEeHUs NPU rNOTaHUM, NMPOBIEMbI
C KOPMJIEHUEM

Hu3kas macca rena npu poxuaeHuHu
Munepronyc

[TopoKM pa3BUTUS TOJOBHOINO W CIIHHHOIO
MO3ra

MeHHHroMuenouene

BeicTynamowmit 3aTb10K

HH3KO nocaxeHHbIC, YPOMIHBBIC YILU
[Tro3, anukaHT, MUKpodTATEMUSA
PacuwenuHa rybsl ¥ Heba
MukporHaTrus

KopoTtKas West ¢ U30bITOYHOCTBIO KOXH
Koporkas rpyauHa

BpoxaeHHblit nopok cepaua (o0uivyHo aedexT
MEXKENYA0UKOBOM NeperopoaKkH)

DBeHTepauus amadparmol
[MaxoBasi U nNynoyHas rpbixu
[MunopocreHo3

100
100

100
65
30

15
90
90
30
15
90
60
90
95

30
60
30



9710 Gone3Hb xapakTepusyeTcs HegOpa3BUTUEM MHOMMX OPraHoOB U CUCTEM, a TaKxe
MHOrO4YMCIIeHHbIMM NOPOKaMU BHYTPUYTpPOOHOro passutusa. Hanbonee yacrto
naToyiorMsi BCTpeyaeTcsi CO CTOPOHbI ONMOPHO-ABUraTenbHOro annapara, nofioBbIX
OpraHoB, CTPOEHUA KOCTeN Yepena, cepaevyHO-coCyaAnUCTON CUCTEMbI, a TaKXe
nuLLeBapUTeNIbHON CUCTEMbI.

Hapyl.ueva OMNOpPHO-ABUIraTesibHOro annaparta nNpoAaABifATCA HenpaBUJ1bHbIM
pa3BuTUEeM nepBoro nasbua KUCTH, a ﬂepBbIVI naney CTonbl KOpOTKVIVI n LLIVIpOKVIVI, 3a
c4eT yero BTOpOFI nariey CTonbl KaxeTcs AriuHHee. BbiaBnsaeTtca HenpasBuiibHoe
dHAaTOMUN4YeCcKoe CTpoeHue CTolbl, KOCONanocCTb, NATKA BbICTyMnaeT, a cBOoA CTOMNbI
npoBuUcaert. Manbubl Ha cTOone U Ha KNCTAX MOryT ObITb CpalleHbl 3a CYHeT KOXHbIX
CKnaaok.

Mpu BHelHeM ocMOTpe obpaliaeT Ha ce6 BHUMaHMe KOPOTKas rpyaHas KneTka.

N3meHeHUs1 CO CTOPOHbI MOYENONoBOM chepbl NPOABNAITCA Ny3blpbKaMu C
XUAKOCTbLIO B NOYKaXx, cpaweHuem, yaBoeHueM no4vek u/unm Mo4eTo4YHUKOB,
yBennyeHneM Knutopa y AeBo4ek, HeonyweHueM iM4ek B MOLUOHKY Y Masib4MKOB.

N3meHeHUA cO CTOPOHbI MO3roBOIro U NINLIEBOro Yepena NposABNATCSH BbITAHYTOMN
cdopmon 4Yepena, ywHble PaKOBMHbI HU3KO NOCaXeHbl U aedopMMpoBaHbl, ManeHbKas
HWXHSASA 4YerioCTb, BbICOKOEe Hebo, B 5-7% cny4yaeB BbISBNSieTCA pacluenvHa Heba.
HapywaeTca HopManbHoOe pa3BUTUE OCHOBHbIX MO3roBbIX CTPYKTYp, 3a CYET 4Yero
NoSsIBNIAETCH HEBPOJNIOrM4Yeckas CUMNToMaTmKa.

Co CTOpPOHbI OpraHoB NULLEBapeHUs1 MoOXeT BCTpevaTbCA 3apalleHue npoceeTa
nuwieBoaa, 3apalleHne BbIBOOHbLIX MPOTOKOB XeJTYHOro Ny3bIps U Xen4YHbIX X040B,
rpbiKkenoaobHbIe BbINAYMBaHUA KULLEYHUKA, MOXET ObITb He3aBepLUeHHbIW NOBOPOT
neTtesnb KULWIEYHUKA, aHOMarlbHOe pacnosiokeHue TKaHWU noaxesny AOYHOM Xenesbl.



MuHmnmanbHble
AnarHocTu4yeckue npusHaku

* pacLienneHue

BEepXHeun ryooil - MUKpoLedanus
n Heba
pe3koe
OTCTaBaHue

NMCUXN4eCKoro
pPa3BUTUA

* CNTMHHOMO3roBas * BPOXAEHHbIN
rpbnka Nopok cepaua

TeueHune: YacToTa BcTpeyaeMocTn cuHapoma dABapaca cocTaBnsaeT

1 k 5000-8000. CooTHOLLEHNE MEXOY POXOEHHBIMU MaribYUKamMun n
aeBoykamu coctasndaet 1:3.



CuHAPOM Tpucomuy 18 (cHApoM 3 2 8 2) K }{ h )i ?} ﬁ

daBapaca). A — BHeWHUn Bua
6onbHOro; 6 — KapmotTun 60NbLHOro Npwu
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MNMporHo3: NpoAoMKNTEeNbHOCTb XXU3HU
AeTen ¢ cmHApoMoM JdaBapaca
HeBenuka: 60 % geten ymuparoT B
Bo3pacTte A0 3 Mec, A0 roaa AoXuBaeT
nvuwb 5-10 %. OcHOBHOM NPUYNHOM
CMEepTU criy>KaT oCTaHOBKa AbIXaHUA U
HapyLweHus paboTtbl cepaua.
OcTtaBLuMecs B XUBbIX — rfy6oKkue
onurodpeHbI.

OwarHocTtuka : B nepuoge
BHYTPUYTPOOHOro pa3sBMTUA CUHApPOMA
JdaBapAaca MOXeT ObITb BbISIBJIEH NpU
npoBefeHUn O MOXMMNYECKOro CKPpUHUHIa
6epemMeHHbIX BO lI-M TpumecTpe no
PE3KOMY CHMXEHUIO B CbIBOPOTKE KPOBU
YPOBHSA XOPMOHNYECKOro roHagoTpPONnHa,
YTO ABNAETCA KOCBEHHbIM MPU3HAKOM
Hanuuna cuHapoma daBapaca y nnoga. B
3TOM criyyae bepeMeHHas XeHLMHa
AOJMKHa ObITb HanpaBrieHa Ha
yIbTPa3BYKOBOE CKaHUpOBaHue 2-ro
YPOBHS, TaK KaK Npu AaHHOM NaTosiornm
noytu B 100% HabOnrogeHUn BbIABNAIOTCA

Y3U-mapKkepbl XPOMOCOMHbLIX CUHAPOMOB.

/x 5‘)“/. q"
s \//,g'

. ,/\ )}l




Ona noaTBepXAeHUs anarHosa
cuHapoma daBapAaca v AanbHeuwero
MeAuKO-reHeTU4eCcKoro
NPOrHO3MpoBaHUA COCTOAHUA
340pOoBbSA OyayLero NnoTomcTea
poauTeneun nokasaHo npeHaTaribHoe
KapuoTunupoBaHue nnoaa.

Onsa cBoeBpeMeHHON ANarHOCTUKKN
3aboneBaHns NPUMEHSIETCH
LUTOreHeTu4YecKkoe uccnenoBaHme.

OnddepeHumnanbHaa guarHocTuka
NPOBOAUTCA C BPOXAEHHbLIM
rMnoTupeosom, gpyrumm popmamm
XPOMOCOMHbIX aHOMaNuun.
LinToreHeTu4yecKkoe nccrnegoBaHue y
AeTen NoKasaHo M Npu NOAO3PEHUMN Ha
cuHapom [layHa, n npyv KIMHUYECKN
YyCTaHOBNIEHHOM AnarHo3e, NOCKOJIbKY
LUTOreHeTU4YeCcKasli XxapakTrepucTmuka
nauueHTa HeobxoamMma Ans NpPorHosa
340pOBbA OyAyLIMX AeTen y poauTtenen
U UX POACTBEHHUKOB.




CuHppowm lNaTay

 YacTtoTa
cuHapoma
[laTay cpeau
HOBOPOXOEHH
bIX paBHa
1:5000-1:7000

e CoOoTHOLLEHME
NonoB Npwu
onn3ko K 1:1.

LinToreHeTn4yeckme BapmaHTbl 3TOrO
cuHgpoma cnepywouwue. lNpoctasd
nonHaga Tpucomms 13 Kak cneacreme
HEepacXoXaeHns XpoMoCOM B
Menose y 0O4HOro u3 poauTteneun
(rmaBHbIM 0Opa3oM y maTepu)
BcTpeyaeTcs y 80-85% OOnbHbIX.
OcTanbHble crnydan obyCcrioBrieHbI B
OCHOBHOM nepenayvyent
OOMOSNTHNTENBHON XPOMOCOMBbI
(TOYHEe, e€ ANMHHOrO nneya) B
POBEPTCOHOBCKUX TPaHCOKaLMsX
Tmna D/13 n G/13.



CuHapom Tpucomun 13
(cunppom lartay).

A — BHelWHUn B4 60nbLHOro;

b — kapuoTun 6OSILHOro ¢
Tpucomuen B rpynne D:
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e [etn c cnHgpomom [llaTtay poxaaroTca ¢ UICTUHHOW NpeHaTtanbHou
runonnasunen (Ha 25-30% HuKe cpeaHUX BENUYUH), KOTOPYHO HESb3S
006BbACHUTL HEOGONBbLLION HEAOHOLLEHHOCTLIO (CPEedHUN CPOK rectauum
38,3 Hen). XapakTepHOe OCNoXHEHNE DepeMEHHOCTU NpU
BblHaLLMBaHWM nNnoga ¢ cuHapomom llaray - MHoroBogume: oHO
BcTpeyaeTcsa noutn B 50% crnyyaes cuHgpoma llaray.



MHoXeCTBeHHblIe MOPOKU Pa3BUTUA OTUETNIMBO 3aMETHbI U
HenocpeacTBEHHO 00ycnaBnMBalOT Marnylto
NPOAOJIKUTENBHOCTL XU3HW OETEN C AAHHOW NMaTOoNOrmeun.

HecmoTps Ha TO, YTO OeTH
COrnacHoO CpoKam
0epeMeHHOCTU pPoXaalTCH
AOHOLUEHHbIMU UNU
He3HaYuTesrbHO
HeaOHOLWEeHHbIMU (CpeaHun
CpOK 6epemeHHOCTH — 38
Heaenb), obpalwaeT Ha cebs
BHUMaHUe O4YeHb HU3KUMN BeC
HOBOPOXAEHHbIX (B cpeaHeMm
Ha YeTBepPTb HUXXe HOPMbI).
Ux aBuratenbHaa aKkTUBHOCTb
CUNbHO CHMXXeHa. TeMnbl
¢on3n4yeckoro n NCUXN4YeCKoro
pa3BUTUA KpauHe HU3KUe.



BHelwHne aHoManum pasBuTUA
MHOIOYMNCIIEHHbI U MATOrHOMOHMWYHbI O
cuHgpowma llatay. Y pebeHka manble
pasmMepbl Yepera, KOTopbin, K TOMY Xe,
NMeeT HenpaBurbHY0 oopMy (OaLlLeHHbIN
Yyepen SiMbo TPeyrosbHbIM C BEPXYLLKOW,
oOpaLleHHOW KBepxy); rfasHble S0mnoku
YMeHbLLUEHbI (MHOrda n BOBCe
OTCYTCTBYIOT), rna3Has wernb y3kad, oo
ckoweH. ObpawialoT Ha cebst BHUMaHME
HWU3KO pacnosioXKeHHbIE U
nedopMNpOBaHHbIE YLIHbIE PAKOBUHBI,
3anasLlas nepeHocuua. OgHako Hamnbornee
obnuraTHbIM NpuM3Hakom cuHgpoma latay
ABIISIETCA OBYCTOPOHHASA pacLuenuHa Heba
N BEPXHEN rybbl B cOMeTaHun C
NoNMaakTUIIMen obbIYHO TONBLKO Ha pyKax
(MoryT ObITb BapuaHTbl MONUAAKTUIUN Ha
pyKax n Horax O4HOBPEMEHHO).




AHOManuun BHYTPEHHUX
OpraHoB Mnpu cuHaopome
[laTay Taxenble n
MHOFOYUCTEHHbIE.
BpoXxaeHHbIe NOPoKK cepaua
npencraBneHbl B OCHOBHOM
nedoekramu
MEXOKenyoo4YKkoBOW
neperopoakn pasnnyHou
BESTNYUHBI. -

KulueyHnk BO BpeMSI BHYTPUYTPOBHOro passutus rnpu
cuHapome [laTay He 00 KOHUa 3aBepLUaeT cBOW NOBOPOT,
TKaHb MNOXKeryao4YyHou Xenesbl rmnonsasmpoBaHa. [ovkm — ¢
Npu3HakamMu NosIMKMCTO3a, NONoBbIe OpraHbl HEAOPAa3BUTHLI.



CHUMNTOMBI

Yacrora BcTpeyaeMocTH, %

[ny6Gokast 3alepXKa YMCTBEHHOro U husuye-

CKOrO pa3BUTHA
Mukpouedanus
[TpeanosoXUTENbHO rayxora

Tunoresus iniver.com
Cymoporu BC€ 10 MeAanune. ..

JedekTsl cKaabna

[uneprenopusM

MukpodranbMus

DNUKAHT

OrcyrcTBue GpoBei

Konoboma pagyxku

HH3KO0 nocaxeHHbIe, ypOMLIMBLIE YIIH
Pacuenuna ryosr u/uau Heba
Kopotkas wies

BR?)KI[CHHNFI nopok cepaua (AMXII,
JAMIIII, xoapKTauus aopTsi)

100

70
70
45
45
30
90
65
65
30
30
90
65
65
65



AvnarHocTuka n ceoeBpemMeHHoe
oOHapyxeHue cuHgpoma lMatay BO
BpeMs 6epeMeHHOCTH BO MHOIOM
obnerynnacb bnarogaps
CKPUHWHIOBOMY YIbTPa3ByKOBOMY
nccrnenoBaHuto 6epemMeHHbIX.
Haunbonee BaxHbIN Npu3Hak,
NO3BONSOWMA 3an0403pUTb AaHHY0
naTosiornio, - MHorosogue. lodtny
NOSIOBUHBI XKEHLIMH C MHOTOBOAWEM BO
BpeMsi bepeMEeHHOCTN poXaaroTCs
OETU C pasfiMYHbIMM aHOManusmMm
pa3BnTUL, B TOM YMChe C CUHOPOMOM
[laTay. KnnHnyeckaa gmarHoctuka
OCHOBbLIBAETCA Ha JaHHbIX OCMOTpa
HoBOpPOXXAeHHOro. OBbIYHO
npaBUNbHLIM MarHo3 B 3TOM cliyyae
NOCTaBUTb HECITOXHO.

B cBA3U ¢ TAXENbIMU
BPOXOEHHbLIMW NOpPOKaMM
pa3BUTNS BOMbLLUNHCTBO
neteu c cuHgpomom llaray
yMUpatoT B NepBble HEOENN
nnn mecsusl (95% - oo 1
roga). OgHako HEKOTOpPbIE
OOsbHbIE XXUBYT HECKOSIBKO
net. bonee TOro, B pasBuTbIX
CTpaHax OoTMeYaeTcs
TEHOEHUMNS YBENUYEHUS
NPOAOIMKUTENBHOCTU XXNU3HU
BornbHbIX ¢ cuHapomMoMm [laTay
0o 5 net (okono 15% peten)
n gaxe go 10 net (2-3%
neten).






dpyrne cnHapoMbl BPOXKAEHHbIX
NOPOKOB Pa3BUTUSA (CUHOPOMbI
Mekkena n Mopa, TpuroHouedanms
OnuTtua) no otaenbHbIM NpU3HaKam
coBnagaroT ¢ cuHgpomom [laTay.
Peluatowinimm goaktop B ANarHOCTUKe -
nccrnegoBaHne XpPoOMoCOM.
LiInToreHeTn4yeckoe nccnegoBaHue
NoKka3aHO BO BCEX Cny4vasx, B TOM
yucne y ymepLunx geten. TouHbIn
LMTOreHETUYECKNN AnarHo3
Heobxoaum Ansi NPOrHo3a 300P0BbLS
Byaywmx 0eTeN B CEMbE.

JleyebHasi nomoLlb AETAM C
cuHapomowm latay
Hecrneundunyeckas: onepauum rno
NoBOAY BPOXOEHHbLIX MOPOKOB
pasBUTUS (MO XKN3HEHHbLIM
NoKasaHuaM),
obLuleykpennawLee neyvyeHue,
TLATENbHbIN YXOA,
npodomnakTuka npoCcTyaHbIX KU
NHMPEKUMOHHLIX bonesHen. [letu
c cuHapomowm [laray
NpakTU4eCcKn Bcerga MMetoT
rmyOoKy0 NONoTULO.



XapakTepucTuka Hanbonee 4acTbIX TPMCOMUMN

XapakrepucTtuka

Bone3Hb

YacToTa
BO3HUKHOBEHMUSA

ToHyC MbILLY

Yepen /
ronoBHOM MoO3r

Nasa

Ywm

Jlnuyo

Ckenet

Mopoku cepaua

BbnkuBaemocTb

Apyrve npusHaku

Tpucomusa 21
Cungpom JayHa
1:800
MnoToHnA

YMepeHHOEe yMeHbLLIEHMEe, NTOCKUN
3aTbINOK, TPU POOHUYKA

Packoctle, BepTUKaJibHbl€ KOXHblEe
CKnaaku, npukpbiBaroLLne MeananbHbIn
yron rmasHom LWenu, NaTHUCTas
panyxHas obonouyka

Hwn3ko nocaxeHbl, 4ONONTHUTENbHbIE
CKInagkn Ha BepxHeM 3aBUTKE

BbinagatoLwmi a3bik, OonbLUne LWeKW,
NNOCKOE NEpPEHOCHE

MCKpMBJ’IeHHOG pa3sutne Mnm3anHLua,
oonbLuoe paccTtodHMne Mexay nepsbiM 1
BTOPbIM narnbueM HOru, N30bITOYHOE
KONMMYECTBO KOXW Ha 3agHen
NOBEPXHOCTU LLUEN, Marnbin pocT

40 %

Bbicokas

Tpucomusn 18
CvHapom BaBapaa
1:8000
MnepToHnA

YMeHbLUEeHWe, BbICTYNarLLmi
3aTbINTIOK

Y3kas rnasHas Lwenb,
NMOMYTHEHME POroBuLbl

Hun3ko nocakeHbl, MOPOKK
pasBUTUS

ManeHbkun poT, ogHa 13
YEenKCcTeN MEHbLLETO pasmepa

CxxaTune KUCTen pyK B Kynak,

Tpucomua 13
Cungpowm lNatay

1:15000

['vno- unun runepToHuns

YMeHbLUEHME, CKOLLEHHbIV 3aTbINOK,
AedekTbl Koxn B obnactu ceoga
Yyepena u B obnacTtu 3arbifka
HeHopmanbHO ManeHbkue rnasa

N pacCTOSAHNE MEXAY HUMM,
AedekTbl pagykHom 060m04KN,
HenpasuIibHoe POpPMUPOBaHNE
ceTyaTtku

Hn3ko nocaxeHsl, NMOPOKN pa3BUTUA

PacwenneHune rybbl n Heba

OTCyTCTBUE AanbHen cknagkn HaMHoronanocTb, MNAOCKNE HOITU, cXXaTue
MU3NHLUE, HEOOPA3BUTbIE HOI'TU, Kncremn PYK B Kynak

ManbI POCT, TOHKME pebpa

60 %
90 % nornbatot Ha 1-m rogy
XKM3HU

|/|3OFHyTaFI ctona, NnosfinkKncTo3
no4yek

80 %
80 % normbatoT Ha 1-M rogy Xu3sHu
MopokM pas3BUTUS NOSIOBbLIX OPraHoB,

NOSIMKNCTO3 NOYEK, yBENNYEHNe
BbICTYMOB Ha siApax HeEUTPounos



CuHapom ayons-Y

Cungpom XYY xapakrepusyercs kapuoTurnom 47, XY'Y. OH BIIepBbIE ONKUCaH B
1960 r. HacToTa cuHapoMa Mo CPEAHECTATUCTUYECKUM JAHHBIM COCTABIISIET CPEAN
HOBOPOXKJIEHHBIX 0KOJI0 1:1000. MHOTIA TPUBOASATCS 3HAYUTEIHHO 00JI€€ BHICOKUE
magaeie— 1:250.

Hawnbosnee 4acThiM IPU3HAKOM SIBISIETCS] BRICOKUM POCT, KOTOPBINA Y B3POCIIBIX
OOJIBHBIX COCTABIISIET B cpenHeEM 186 cM. OJIHAKO 3TOT MPU3HAK HE SIBIACTCA
a0COJIIOTHBIM, TaK KaK B JIMTEPAType UMEIOTCS ONMUCAHUS MY>KYUH C KAPUOTUIIOM
47, XYY cpennero pocta. Y 4acTH OOJbHBIX OTMEUAOTCS HEPE3KO BhIPAKEHHbIE
€BHYXOUIHBIE YEPThI TEJIOCIOKEHUS U JUCIUIACTUYECKUE TPU3HAKU: HEIPABUIIBHOE
CTPOEHHE 3y0OB, YBEIIMUCHUE HIXKHEN YEITFOCTH, AHOMAJIbHBIA MPUKYC, TCBUALIMS
KOJICHHBIX U JIOKTEBBIX CYCTABOB, PAIUOYJIbHAPHBIN CUHOCTO3. Y HEKOTOPBIX
OOJILHBIX OOHAPYKUBAETCS MOBBIIICHUE YPOBHSI aHAPOTEHOB U
TOTeUHU3UpYoliero ropmona. Ilonosas ¢hyHnkius He HapyieHa. Hanuuue
100aBOYHON Y-XpOMOCOMBI MOKET M HE COITPOBOKIATHCSI KITMHUYECKOM
IIaTOJIOTUEN, HO, HECOMHEHHO, OHO KOPPEIUPYET KAK C MUHTEIJICKTYaJIbHbIM
HEJIOPA3BUTUEM, TaK U C HIMOLIMOHAIBHO-BOJICBBIMU HAPYIICHUSAMHU.

[Ipr NUTOr€eHETUYECKOM UCCIIEIOBAHUM C TIOMOIIBIO JTFOMUHECIIEHTHON
MHUKPOCKOTIHHU B OyKKaJIbHBIX Ma3kax oOHapykuBaeTcsi Y-xpomaTuH. [Ipu ananuze

KapHuOTHIIAa BBIABIEICTCA JOIIOJIHUTCIIbHAA Y—XpOMOCOMa.






