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CopepxxaHue

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

AnarHocTtuka, ancpcdepeHumanbHbIn guarHo3. Tepanus, peadbunurauus.
NMpodmnakTuka.

[layHa,
LLlepeLueBckoro-TepHepa
KnanHpenstepa
TpUCOMUSA «X»

CUHAPOM 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%. Beicokast YactoTa 4eETEN C CUHOPOMOM
[ayHa (okono 2%) HabntogaeTcsa y paHO poXKatoLmx XeHLWwmH (go 18 ner).



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

[n;)%cmﬁ Tpucomumeu (94 %),

Tp‘amnOKaLwIOHHOVI cdopmon
' (4 %)

0 mMo3aununsmom (2 %)

COOTHOLLEHME MarbYMKOB 1 AEBOYEK Cpean
HOBOPOXAEHHbIX C cnHApoMoM [layHa cocTaBnser
1:1.



KnuHunyeckass cuMmntTomMmatTuka

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

* 13 yepenHo-nuueBbIX AM3MOpPdMN OTMEYaOTCA MOHIONIOMAHbIW pa3pes rnas
(no aTon NpuymHe cuHapom [ayHa Jonro HasbiBanu MOHIrosiongmu3mMom),
Kpyrmnoe ynsioweHHoe Nnuo, nnockada CrinHKa Hoca, SNUKaHT, KPYnHbIW (0BbIYHO
BbICYHYTbIN) A3bIK, bpaxuuedanus, edpopMnpoBaHHbIE YLWHbIE PAKOBUHbI.

« XapakTepHa MbilLeYyHasi TMNOTOHUS B COYETAHUN C pa3bonTaHHOCTLIO CYCTaBOB.

« YacTo BCcTpeyaloTCcs BPOXAEHHbLIN MOPOK cepaLa, KNMHOOAKTUSA. XapaKTepHble
N3MeHeHNda aepmaTtornuukm (YeTblpexnarnbLesasi, Unn «0besbsaHbA», CKNnagka
Ha NafjoOHWN, OBe KOXHble CKIlafKn BMEeCTO Tpex Ha MU3NHLE, BbICOKOE
NOSIOXKEHWE Tpupaauyca v gap.).

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






BHewHUU BUO NaLUUEHTOB:

N
1 Macca HOBOPOXAEHHbIX B cpeAHeM cocTaBnseT 3,2 Kr

KOpOTKas Lues.

<7\, rorioBa oKpyrinoun hopMbl, 3aTbINIOK YNJSIOWEHHbIN;N006
2 | Y3Kui, NMLO LWMPOKOE M NIOCKOoe; 3anaBLuasl CNHKa
HOCa;

T\ _KOCOW pa3pes rnas, BepTuKkanbHble KOXHble CKIaakKu,
3 NnpUKpbiBaloLWMe MeguanbHbIA Yron rnasHoun wenun;ceeTrble
NATHa Ha paAayXkKe, KaTapakTa y 6ornee craplumx geTeu;

HefQopa3BUTas BEPXHAA YeNCTb, BbiICOKOe Hebo,
HenpaBWUITbHBIN POCT 3y60B, TONCTHLIE TYObl, YTONLIEHHbIN

4 \A3bIKC rmny6oknmm 6oposgamu, BbiICTynaroL MM N30 PTa;
ManeHbKue, oOKpyrnon ¢popmbl, HU3KO PpacnosfioXeHHbIe
YWHbIe paKOBMHbI CO CBUCAIOLUM 3aBUTKOM;



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



[TopOKU BHYTPEHHUX OpPraHoB:

Haubornee TUNNYHbI NOPOKU cepaua: aAedeKkTbl

1 MEeXOKenyao04YKoBOM UITU MeXnpeacepaHou neperopoaok,
Yype3mepHoe pa3pacTaHune Unu HapyLleHue pocTa
3NacCTUYECKUX BOJSIOKOH COeANHUTENIbHOWU TKaHU U ap.;

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

4acTo BCTpe4vaeTcs NIeMKeMuns; TaKxe
OOBOJSIbHA YacTo CHUXaeTcs PyHKLUA
LUMTOBUAHOMN Xene3bl;

Yy ManeHbKUX AeTeNn pe3Ko BbipaXkeHa 4
MblLUEeYHasi TMNOTOHMUSI.



Haunbonee yacTble BHeLWlHMe NPU3HaAKU CUHOpPOMA
HayHa.

Mo3roBou 4yepen v nuuyo 98,3
Bpaxuuedcdanun 81,1
MoHrononaHbIn paspes rnasHbIX Werneun 79,8
AnNUKaHT 51,4
NMnockasa cnuHka Hoca 65,9
Y3koe HEDGO 58,8
Bonblwon BbICYHYTbIU A3bIK

HedopmunpoaHHble ylHble paKOBUHbI 43,2
KoCcTHO-MbIWeYyHasa cuctemMa, KOHe4YHOCTH 100,0
Hu3kun pocr 100.0
Hecdopmauua rpyaHOU KIeTKu 26,9
KopoTkue v LULMpOKUE KNCTU 64,4
KnuHopgakTtunma mmsnHua 56,3
YKopouyeHHas cpeaHaa ¢panaHra V nanbua KUCTU C OQHOWN crnbartenbHON 9
CKnagkomn

YeTbipcxnanbueBasa CKNnaaka Ha nagoHu 40,0
CaHpaneBngHas wenb

Mna3a 721
MaTHa Bpawdunnga 68,4
NomyTHeHue xpycTanuka 32,2

Kocornasue



OCHOBHbIe BPpOXOEHHbIE MOPOKU
BHYTPEHHMUX OpPraHoB npu cuHapome [layHa

CepaevyHo-cocyamuctasa cuctema 53,2
HOedeKkT MexKkenyao4koBOMn neperopoaku 31,4
HedekT mexnpencepaHou neperopoaku 24,3
OTKpbITbIN aTPNOBEHTPUKYNSIPHbLIA KaHan 9
AHOMannun KpynHbIX COCyaoB 23,1
OpraHbl nuweBapeHus 15,3
ATpe3unsi NN cTeHo3 ABeHaAUuaTUNEPCTHOMN KULLKU 6,6
ATpe3unsa nuweBoaa 0,9
ATpe3us NpAMON KMULLKM U aHyca 1,1
MerakonoH 1,1

MouyeBasi cuctema (runonnasusi no4vek, rmgpoypetep, ruapoHecgpos) 5,9



 bonblioe 3Ha4YeHMe AnNA AMarHOCTUKN UMeeT AUHaAMMKa
c¢hm3nyeckoro n yMctBeHHOro pasButusa pedeHka. lNpu
cuHapome [layHa n To u Agpyroe 3agepxuBaetcs. PocT
B3pOCHbIX 00MbHbIX HAa 20 cM HMXe cpeaHero. 3aaepXxkKa
B YMCTBEHHOM pa3BUTUM AOCTUraeT UMOELIMNbHOCTM,
eCrnn He NMPUMEHSAITCA cneunanbHble MeToAbl O0yYeHus.
Hdetn c cnHapomom [layHa nackoBble, BHUMaTerbHbIE,
nocnyuwHble, TepnenuBblie npu odyyeHnn. KoachdpunumeHT
yMcTBeHHoro pa3sutus (IQ) y pasHbix AeTeu LUMPOKO
BapbupyerT (ot 25 pno 75).

* Peakuus peten ¢ cuHgpomom [layHa Ha hakTopbl OKpYy>KatloLeu
cpeAbl HacTo naTtorfiorn4yeckasl B CBA31 €O CrlabbIM KNEeTOUYHbIM U
rymoparibHbIM UMMYHUTETOM, CHMXeHnem penapauum OHK,
HeaoCTaTO4YHOM BbIPabOTKOM NuLieBapuTesibHbIX hepMeHTOB,
orpaHu4eHHbIMU KOMMNEHCaTOPHbIMU BO3MOXHOCTAMU BCEX CUCTEM.
Mo aTon npuunHe aetn ¢ cuHapomom [layHa 4yacto 6onetror
NMHEBMOHUSIMU, TAXESIO NePeHOCAT AeTCKMe MH(eKLUn. Y HUX
OoTMe4yaeTCcs HeJoOCTaTOK MaccChbl Tena, BblpaXeH 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
ANarHocTnyeckume npusHaku

4
YMCTBEHHas MblLlUeYHaA
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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.



Par. 65. Comppum Neprssoroan—Treera v Goseass 16 mr ¢ 45 X
I DTN LPPINEE fTH, (ITPICTESE ETOPSFEEIE DORE
DPEIEETR, EENEDE OONEGE [OSPEE 00 EE e, BEIr (TEEENE facTs
[



HapyLueHne doopmmpoBaHus
nonosbIX xenes npu LW.-T. c.
o0ycroBneHo oTCyTCTBUEM UIN
CTPYKTYPHbIMWU AedeKkTamMn 0gHOU
MNOSIOBOM XPOMOCOMbI. OTO NpUBOAUT
K Bblpa>X€HHOW 3CTPOreHHou
He4OCTaTOYHOCTU, NOIOBOMY
HedopasBuUTULO, y DOMbLUMHCTBA
BONbHBIX — K NEPBUYHON aMeHopee
n 6ecnnoguto. XpoOMOCOMHbIW
ancbanaHc B pesyrnbsrarte OTCyTCTBUA
OLHON M3 NOSOBbLIX XPOMOCOM UNU
YacTn X-XpOMOCOMbI ABAETCH
NPUYNHON BO3HUKHOBEHMUS
PasnnYHbIX 4edEeKTOB
COMaTM4eCKOoro pasBuUTuS.

AR



* [onapgbl npu LW.-T. c. npeactaBnatoT coboun
HeaudpepeHUnpoBaHHbIe
COeaVHUTENbHOTKaHHbIE TXN. Pexe
BCTpeYarTCs pyaMMeHTbl ANYHNKOB,
BKI1HOYalOLLME OBapuarsibHyo CTPOMY, a MHorga u
oTAenbHble NpuMopAauanbHble oNNnKynbl. B
rOHadHbIX TSHKax MOryT ObITb OOHapPYXEHbI
9JIEMEHTbI ANYEK N PYOANUMEHTDI
ceMsBbIHOCSALLErO nNpoToka. Hanbonee BaXHbl
N3MEHEHUA KOCTHO-CYCTaBHOW CUCTEMbI —
spina bifida, pepopmauusa cycrtasos,
YKOPOYEHME MeTaKapnanbHbIX K
MeTaTap3arbHbIX KOCTEN, parnaHr, 0cTeonopos U
ap., UBMEHEHUS cepaua 1 KpynHbIX cocyaoB —
KoapKTauns aopTbl, He3apalleHne aopTanbHOro
(boTannoBa) npoToka, gedekT
MEXKENYA04YKOBOW Neperopogkm, CTEHO3 YCTbS
aopThbl, MOYEYHbIX apTepuUn 1 Ap., NOPOKU

Pucynok 13. BonbHaa 14 ner.
pa3BUTUA NOYEK — NOAKOBOODpa3Hasi Mo4Ka, Cusapom Ulepemesckoro-Tepke-
yOABOEHUE JTOXaHOK U MOYETOYHMKOB U ap. P APEIOBNANLIE 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 TeyeHma nocTHaTanbHOro rnepuoaa xapakrepHo obuiee 6eCcrnokoncTBo
HOBOPOXAEHHbIX, HAPYLLUEHNE cOcaTeNbHOro pedrekca, cpbirmBaHUa POHTAHOM,
pBoTa. B paHHeM Bo3pacTe y YacTu 60MbHbIX OTMEYAalOT 3aEPXKKY CTaTUYECKOro
pasBUTUSA U Pa3BUTUA PEYN, YTO CBMOETENBLCTBYET O NaTonorMmM amopunoreHesa
HepBHOU cnctembl. [pumepHo y 15—20% OorbHbIX 3agepXKKka pasBuTus

HabntogaeTca B nydbepTaTHOM nepuoae.



Hanbonee oOWmMM coMmaTn4eCKUM NPU3HAKOM
npwu LW.-T. c. aBnaeTcsa HU3KopocnocTb. PocTt
OONbHbIX, KaK NpPaBuIo, He NpeBbillaeT
135—145 cm. Macca Tena 4acTo U30bITOYHA.

ComaTtunyeckme cumntombl y 6onbHbIX ¢ LL.-T. c.
B nopsaake yobiBaHUA NO YacTtoTe
BCTpe4YaemMoCTu crieaylowme: HU3KOPOCNOCTh,
obwasa AMcnracTUYHOCTb, 604YKOOOpa3Hasn
rpyaHas Kretka, ykopoyeHue weun, HU3KUu pocTt
BOJIOC Ha LWee, BbICOKOe, «roTu4yeckoe» Hebo,
KPbINOBUAHLIE CKMaAKN KOXU B obnacTtu wew,
Aecopmaums yWHbIX paKOBUH, YKOpPOYeHMUe
MeTaKapnaribHbIX U MeTaTap3alnbHbIX KOCTEU U
annasua cganaHr, pedopmaumns Horrem,
BanbrycHasa gedopmauus nokTeBbIX CyCTaBOB,
MHOXXeCTBEHHbI€ MUrMeHTHbIe NATHA,
MMUKpPOrHaTn3am, numdocTtas, NTo3, ANMKaHTYyC,
NMOPOKU cepAaLla N KPpyrnHbIX COCYAOB,
apTepuaribHas runepTeH3us, BUTUIUIO

Pucynok 16. Bonsxan 13 ner. Cunpapom llle-
pemresckoro-TepHepa. Hu3kuu pocr, orcyr-
CTBUME BTOPUYHBIX NMONOBLIX NMPU3IHAKOB



KnuHuyeckne cmmMnTomMbl CUHAPOMA
LLlepeweBckoro-TépHepa n nx 4yacrora

CumnTom YacTtoTa, % obwero yncna
GONbHbIX

ManeHbKun pocT 100
BpoxaéHHaa numdenema 65
KpblnoBuaHble CKIaaku 65
Hwn3knn pocT Bosnoc Ha Lee 75
YnnolleHHasa rpyaHas Krnetka 55
KopoTkas Lwes 50
BanbrycHoe nckpusreHue 45
3meHeHne Hortenm Ha ctonax u 75
KMCTAX

Bbicokoe HEDO 70




 Ha peHTreHorpamMmmax KUCTeN 1 CTOr
BCTpeYatloTcs annasusa ganaxr, rmnonnasns
MeTakapnarnbHbIX U MeTaTap3aribHbIX
KocTen, gedpopmauma Kocten
ny4yes3ansiCTHOro cycrtasa, Ha
PEHTreHorpaMmmax no3BOHOYHMKA 1 rPyOaHON
KIMETKU — CUMHOCTO3bl MO3BOHKOB U pebep,
ABMNEHNA TMNepTPoOdPUYECKOro oCcTeonopoaa.
OnddpepeHunpoBKa ckeneta yMepeHHo
OTCTaeT OT BO3PAaCTHbIX HOPM, OfHAKO K
nybeptaTHOMY Nnepuoay oHa Nporpeccupyert
N 06bIYHO COOTBETCTBYET DaKTUYECKOMY
BO3pacTy.

* PeHtreHonornyeckn npu WW.-T. c. Typeukoe
ceasio 1 KocTu ceoga Yepena obbI4HO He
N3MEHEHbI, NULLb B OTAENbHbIX Cly4Yaax
TYpeLKoe ceano MOXET UMETb
cBoeobpasHyo dopmy ¢ 06bI3BECTBIEHNEM
anadpparmel, 6bITb YMEHbLUEHHBIM UMK
YBENTNYEHHbIM.

’,




lNonoBoe Hepgopa3Butue npwm LU.-T. c.
oTnuyaeTca ceoeobpasmem. Hepegknmm
npu3HakamMmum ero ABMRSAKOTCA repoaepmMmma un
MOLLUOHKOOOpa3HbIX BNA OOSbLUMX MOMOBbLIX
ryo, BbICOKasi NPOMEeXHOCTb, Hegopa3BuTne
MaribiX NOJIOBbIX ry6, AeBCTBEHHOU NNeBbl U
KNUTOpa, BOPOHKOOOpaA3HbIN BXO4 BO
Bnaranuuwe. B To Xxe Bpema y 4acTn OONbHbIX
UMEKOTCA NPU3HAKU MacKynMHU3auum B Buae
runeptpocdmn KNUTOopa, YTO YacTo coyeTaeTcA
C BUPUJIbHbIM OBOJZIOCEHUEM Ha Tene.
MonouHble Xxene3bl y 6onbHbIX ¢ L.-T. c.
Hepa3BUTbIl, COCKU HU3KO PaACMONOXEHbl,
LULMPOKO paccTaBrieHbl, 6rieaHbl U BTAHYTDI.
PasBuBarwmecsi MOmnoYHble Xxerne3bl npu LLU.-T.
C. UMEeIoT NpPenmMyLLeCTBEHHO XUPOBOEe
CTPOEeHUue U HenpaBuUIibHY hopmy.
BTopuiyHOe oBOfoceHne nosiBnsieTcs
CMOHTaHHO M ObIBaeT CKYAHbIM.

|

Pucynox 17. Bonbxaa 13 ner.
Cunppom lllepemresckoro-Tepxe-
pa. [lepeuyHan aMmeHopes, OTCYT-
CTBUE BTOPUYHLIX NONOBLIX MPU-
3HAKOB



B otnuune ot runodusapHoro HaHusma npv LW.-T. c. HabntogatoT
BbICOKYIO rmrnotanamo-runousapHyro akTUBHOCTb, YTO
NPOABNSAETCHA UBMEHEHUSMMN NO TUMY JocmMeakUuUHaibHO20
CUHOPOMaA, BblpaXaeTCs B CKITOHHOCTU K nosbiweHunio ALl y nuy
MOJI040ro Bo3pacTta U K OXXMPEHU0 C HapyLUeHNSMnN TPOoPUKn
TKaHEN, B XapaKTEPHbIX U3MEHEHUAX DI

NHTennekT 6onblumnHcTBa 60mnbHbIX ¢ LW.-T. ¢. coxpaHeH,
NMeLLaAca nHoraa nHTennekTyanbHad He4oCTaTOYHOCTb
Bblpa)xeHa Hepesko. B ncmxnyeckom ctaryce 6onbHbIx ¢ LL-T. c.
[MaBHYIO POSib UrpaeT cBoeobpasHbI NCUXUYECKUN MHADAHTUNU3M C
ancopmen Npmn XopoLlen npakTN4eckom npnucnocobnaemocTu 1
coumnanbHOM aganTtauun.

[lmarHo3 yctaHaBnMBalT HA OCHOBaAHUN XapaKTePHbIX KITMHUYECKUX
0COBeHHOCTEN, onpeaeneHnst NosI0BOro XxpomMaTtuHa u
nccnegoBsaHus kapuotuna. Ana andpgepeHumnanbsHON JUarHoCTUKA
C HAHN3MOM MHMPOPMATUBHbLIMWU ABNAKOTCA AAHHbIE ONpeaeieHns
cogepaHnsi B KPOBU TPOHHLIX TOPMOHOB rmnogusa, 0cobeHHO
roHagoTPONUHOB, N ANEKTPO3HLUEedanorpaguu.
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KneTKa, LULMPOKO paccTaBrieHHble,
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OTEeKU Ha Horax ‘.9'
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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.




NMPOrHo3 Ans XXn3Hu
npwu LW.-T. c.
OnaronpuATHbLIN,
UCKINIOYeHue
COCTaBIAOT
OOonbHbIE C
TAXernbIMU
BPOXXOEHHbLIMMU
nopokKkamu cepgua u
KPYNHbIX COCYAOB, C
peHanbHOM
rmnepTeH3nemn.
JleyeHue
3cTporeHamu genaet
oonbHbIX ¢ LW.-T. c.
CNOCOOHbIMM K
CEMEWNHOM XN3HM,
oAHaKo abconwTHoe
OONbLUUHCTBO U3 HUX
ocTalTCA
oecnnogHbLIMU.



CuHpgpom KnanHdenbrepa

HacnenctBeHHOe 3aboneBaHue
XapakTepusyrLleecs nonmcommen no
NonoBbLIM XpomMocomMaM. Knaccuyeckmu
XPOMOCOMHbIN HAabop Npu CMHAPOME
KnanHdenstepa nmeet cnegyroLwmnm
Bua: 47 XXY. BoamoxHo n bonbluee
KONMU4YeCTBO X-XPOMOCOM, HO Takue
BapuaHTbl cMHapoma KnanHdensrepa
BCTpeYyarTCsd BeCbMa HeyacTo.
Ob6sa3aTenbHbLIM YCNOBUEM
3aboneBaHua aBnaeTca Hanndue Y-
XPOMOCOMbI, YTO 1 onpeaenser
BO3HWKHOBEHWE CMHOPOMA
KnanHdenstepa Tonbko y nuu
MY>KCKOro norsa.

UacTtoTa BCTpe4YaeMOCTMU:
okono 1:700
HOBOPOXOEHHbIX ManbYMKOB.
Takoe nsmeHeHue
XPOMOCOMHOro Habopa
CBAA3aHO C HapyLlEHNEM
NPOLECCOB KITIETOYHOIO
aeneHns B aMOproHaribHOM
nepuoge. Y-xpomocoma
obycnaBnuBaeT pasBuUTme
MY>XCKUX MEPBUYHbIX
NOMOBbIX MPU3HAKOB, OQHAKO
N30bITOK X-XPOMOCOM
noaaenseT ee BAUsHUE.






KnuHuka cuHapoma KnanHdenbrepa

3aboneBaHue 00 nepuoaa NONoBOro Co3peBaHUA NPaAKTUYECKU He NMPOoSABNAETCS.
Manb4ukm pacTyT n pa3BuBarOTCA HOpMaribHO, O4HAaKO MHOrA4a MoXeT obpaliaTb Ha
cebs BHMMaHUe 3aepKKa NCUXMYEeCKOro U yMCTBEHHOro pa3Butusa (4ebunbHocTsb). B
nyGepTaTHOM nepuoae Ha4YMHaKT NPOABNATLCA NPUCyLUMe ANA CUHAPOMa
KnanHdgenbrepa 4epTbl: NpoMcxXoauT Heaopa3BUTUE SSUYEK U BTOPUYHbIX NMOJSIOBbIX
NpU3HakoB. XapaKTepeH BHELWHNN BUA OONbHbIX: BbICOKUW POCT, EBHYXOUAHbINA TUN
TernocnoXxeHus (y3Kue nrieyn, OoTHOCUTENbHO LUUPOKUNA Ta3, OBOSIOCEHUE NOo
XXeHCKoMy Tuny). Takke NponcxoanaT AereHepaTUBHbIe NMpoLuecchl B AUYKaX U
CeMEeHHbIX KaHanbuax. Cnepmarto3ounabl (pyHKLUMOHANbHO HECOCTOATENbHbI, a NMO3Xe
nepecTaloT BblpabaTbiBaTbCA COBCEM, UTO OOycnaBnMBaeT HacTymnneHme
cTepunbHocTU. MonoyHble Xene3bl yBeSIMYUBAKOTCH, HO NMpoLuecca flaktauum He
NPOUCXOAMUT, TaK KaK TOJLLY Xere3 BbINOoJIHAeT coeAUHUTEeNbHaA TKaHb —
pa3BuBaeTcs rMHEKoMacTus. BonocsiHOM NOKPOB U MbilleYHaa Macca BblpaXKeHbl
cnab6o. bonbHble ¢ cnHapomMmom KnanHdenstepa manonpurogHsl Anst gu3nyveckoro m
YMCTBEHHOro Tpyaa. 3agepXKa ncuxmy4eckoro pasButusi Bce 4YeTye NposBrsfeTcs C
BO3pacToM, Aoxoas nopon 40 UMOeuunbLHOCTU. BOoNbHLIM ¢ CUHAPOMOM
KnanHdenbrepa npucywim noseaeH4YecKkme OTKNOHEeHUSA: NabunbHOCTb MNCUXUKMU,
arpeccuBHOCTb, KOTOpPbIe YepeayrTca ¢ 6e3pasnnumemMm Ko BCeMy OKpyXKaloLiemy.
[aHHbIe KNUHNYecKue nNposiBrieHUA Bcerga nMerTca y nuy ¢ Habopom XXXY, XXXXY.
Y 6onbHbIX ¢ ABYMA X-XpOMOCOMaMM psga NepeyumncrieHHbIX KITMHUYEeCKUX MPU3HaKkoB
MOXET U He ObITb.



Cunppom KnanHdensrepa. A —
BHELWHNN BUA 60NbHOro (XxapakrepeH
BbICOKUN POCT, HENMPONOpPLMOHASIbHO
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 cuHapoma KnanHdenbrepa HecnoxHa. PacnosHaTtb
3aboneBaHne MOXXHO Adaxe Mo BHeLUHeMY BUAY OONbHbIX 1 NO N3MEHEHUAM CO
CTOPOHbI BTOPUYHBLIX NOMOBbLIX MPU3HAKOB. EBHYXOMOHbLIM TUM TENOCMNOXEHUS
0OYyCIrOBIIEH LUMPKYNALMEN B KPOBM NOBbILLEHHOW KOHLIEHTPaLNK
JONNUKYNOCTUMYIMPYIOLLIETO TOPMOHA, SBNAKWErocAa HEOTbEMITIEMON YaCTbHO
FOPMOHasIbHOU perynaunm MmeHcTpyanbHOW OYHKLMKN XKEHCKOro opraHmama.
Kpome Toro, B GBUOXMMMYECKOM aHanmae KpoBu 4acTo OTMeYaeTcsl abConOTHbLIN
aepuuunT aHgpocTepoHa n TectoctepoHa. [oaTomy gaHHbIE USMEHEHUS
ABNAKTCA KpanHe LeHHbIMU B AnarHoCcTuke cuHapoma KnamHdoensrepa.
[TockornbKy 3aboneBaHne B 4ETCKOM BO3pacTe MpakTUYeCcKn HUKaK ceba He
NPOSABNSET, BOBPEMS BbISBUTb BOMbHLIX YOAETCA OYEHb PEAKO, YTO, B CBOKO
oyepenb, AenaeT BeCbMa COMHUTENbHbIM MPOrHo3 nedeHns. Hanbornee

9P PEKTMBHBLIM CNOCOOBOM CBECTU K MUHUMYMY NPOSABIIEHUS CUHOPOMA
KnanHdoensrtepa aBnseTcs KypcoBad ropMoHarnbHas Tepanusa B BUAe MHbEKLUNN
METUITTECTOCTEPOHA - CUHTETMYECKOIO aHanora TectoctepoHa. Hanbonee
BUOWMbIE pe3ynbTaThbl OT TAKOro JieYeHNa OOCTUratoTCcd, ecnm CUHAPOM
KnanHdenetepa Obin BbigBrieH B Bo3pacTte 4o 10 nert.






Tpucomuga X

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

Tpucomuto-X MHOTIA HA3bIBAKOT CUHIPOMOM TPHUILIO-X, OJHAKO 3TO HE SABJIACTCS
000CHOBAHHBIM: TPUCOMHUS-X HE 00YCIOBIMBAET YETKOTO MOCTOSHHOTO
CUMIITOMOKOMILJIEKCA.

Knuandeckue mposiBieHUs BECbMa MOJIUMOP(HBI, a Y YaCTH MAIIUEHTOB C
TprucoMHen-X BOOOIIIe HE 00OHAPYKUBAECTCS KAKUX-JIMOO OTKJIOHEHUM B
(bH3UYECKOM U TICUXUYECKOM Pa3BUTHH. BMecTe ¢ TeM OJJHUM M3 YacCThIX
POSIBIICHUN TPUCOMUM-X SBIISETCS HEMTyOOKasi yMCTBEHHAsl OTCTAIOCTh, KOTOpast
orMmedaeTcs y 75 % 0onbHBIX. OCc000€ BHUMAHUE MIPUBJICKAECT YaCTOTa 3a00JI€BaHUS
mu3oppeHneii. Y MHOTUX OOJBHBIX C TpUCOMMEN-X HAOMIOAAIOTCS 3aepiKKa
(bH3UYECKOTO Pa3BUTHSI, HETPYObIe TUCTUIACTHYCCKUE TTPU3HAKH: ITTUKAHT, BEICOKOE
TBepJ0€ HE0O0, KITMHOAAKTUIINS MU3HHIIEB. Pexxe BcTpedaroTcsi 00JbHBIE BBICOKOTO
pocTa. Y HEKOTOPBIX MAIMEHTOB OTMEUYaeTCsl OecIionne, 00yCIOBICHHOE
HEe0pa3BUTHEM (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 nearacomusi (XXXXX) ¢
COOTBETCTBYIOILIUM YBEIIMYEHUEM KOJIMUYECTBA TEJEL ITOJIOBOI0 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. (Tpucomus 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
Tpucomumn 18, BO3MOXHA U YaCcTUYHad
Tpucomus. lNpm 3TOM YacTb XpOMOCOMbI 18
NPUCOEONHSAETCS K Opyron Xpomocome. Takomn
9dpeKT HasbIBaETCH , N OH
MOXXET NPON3ONTU KaK Npu CO3peBaHUN raMer,
TaK 1 rnocrne onmnogoTBOPEHUSA B KITETKaX
3apogblwa. B knetkax opraHuama npu aTom
OKa3sblBaKOTCHA [ABE MOMOSIOrNMYHbIE XPOMOCOMDbI
18 1, OONOMHUTESNBHO, YaCTb XPOMOCOMbI 18,
NPUKpenneHHas K gpyron xpomocome. Y
nogen, ctpagarLwmx YacTu4YHOM TPUCOMUEN
18, aHoOManum NposBNATCA criabee, HeXenu
npu TUNWYHOM CUHOPOME JaBapAaca.



IOTUONIOINUA.

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

YacrtoTa BcTpevaemocti, %

Tsxenas 3anepxxa ncUXOoMOTOPHOTO U DU3M-
YeCKOro pa3BMTHS

3aTpyaHEeHUs NPU rNOTaHUM, NMPOBIEMbI
¢ KOPMJIEHHEM

Hu3kast Macca tena npu poxXueHuH
Munepronyc

[TopoKM pa3BUTUS rOJOBHOINO W CIIHHHOIO
MO3ra

MeHHHroMHeENI0LE1E

BouicTynamommit 3aTb10K

HHU3KO nocaxeHHbIC, YPOMIIHBLIC YILU
[lro3, anukaHT, MUKpodTaATEMUSA
PacuenuHa rybsl U Heba
MuxporHaTus

KopoTKas Wwest ¢ u30bLITOYHOCTBIO KOXM
Koporkas rpyauHa

BpoxneHHblit nopok cepaua (obuiyHO aedexT
MEXKEYA0UKOBOH NEPEropoaKH)

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 HeJOpa3BUTUEM MHOMMX OPraHoOB U CUCTEM, a TaKxe
MHOrO4YMCIIeHHbIMM NOPOKaMU BHYTPUYTpPOOHOro passutusa. Hanbonee yacTto
naToyiorMsi BCTpeyaeTcsi CO CTOPOHbI ONMOPHO-ABUraTenibHOro annapara, nosfioBbIX
OpraHoB, CTPOEHUA KOCTeN Yepena, cepaevyHo-CoCyanUCTON CUCTEMbI, a TaKXKe
nuLLeBapUTeNIbHON CUCTEMbI.

Hapyl.ueva OMNOpPHO-ABUTraTesibHOro annaparta nNpoAaABiIATCA HenpaBUJ1bHbIM
pa3BuTUEeM nepBoro nasbua KMCTH, a ﬂepBbIVI naney CTonbl KOpOTKI/IVI n LLIVIpOKVIVI, 3a
cyeT yero BTOpOFI nariey CTonbl KaxeTcs AriuHHee. BbiaBnsaeTtca HenpasBuriibHoOe
dHAaTOMUN4YeCKoe CTpoeHue CTolbl, KOCONanocCTb, NATKA BbICTyMnaeT, a cBOA CTOMNbI
npoBucaert. Manbubl Ha cTone U Ha KUCTAX MOryT ObITb CpalleHbl 3a CY4eT KOXHbIX
CKnaaok.

Mpu BHelHeM ocMOTpe obpaliaeT Ha ce6 BHUMaHMeE KOPOTKas rpyaHas KneTka.

N3meHeHUs1 CO CTOPOHbI MOYENONoBOM chepbl NPOABNAITCA Ny3blpbKaMu C
XUAKOCTbLIO B NOYKaX, cpaleHuemM, yaBoeHueM no4vek u/unm Mo4eTo4YHUKOB,
yBennyeHneM Knutopa y AeBo4ek, HeonyweHuemM iu4yek B MOLUOHKY Y Marib4MKOB.

N3meHeHUA cO CTOPOHbI MO3roBOIro U NINLIEBOro Yepena NposABNATCSH BbITAHYTOMN
cdopmon 4Yepena, ywHble PaKOBMHbI HU3KO NOCaXeHbl U aedopMMpoBaHbl, ManeHbKas
HWXHSASA 4YerloCTb, BbICOKOEe Hebo, B 5-7% cny4yaeB BbISIBNSIeTCA pacluenimHa Heba.
HapywaeTtca HopmanbHoOe pa3BUTUE OCHOBHbIX MO3roBbIX CTPYKTYpP, 3a CYET 4Yero
NosIBNIAETCH HEBPONIOrM4Yeckas CUMNToMaTmKa.

Co CTOpPOHbI OpraHoB NULLEeBapeHUs1 MoOXeT BCTpevaThbCA 3apalleHue npoceeTa
nuwieBoAa, 3apalleHne BbIBOOHbLIX MPOTOKOB XeJTYHOro Ny3bIps U XenYHbIX X040B,
rpbKkenoao6HbIe BbINAYMBaHUA KULLEYHUKA, MOXET ObITbh He3aBepLUeHHbIN NOBOPOT
neTtesnb KULWEYHUKA, aHOMarlbHOe pacnosiokeHue TKaHWU noaxeny AOYHOM Xenesbl.



MuHmnmanbHble
AnarHocTu4yeckue npusHaku

* pacLienneHue

BEepXHeun ryooil - MUKpoLedanus
n Heba
pe3koe
OTCTaBaHue

NMCUXN4eCKoro
pPa3BUTUA

°* CMIMHHOMO3roBas * BPOXAOEHHbIN
rpbpka NOPOK cepaua

TeueHune: YacToTa BcTpeyaeMocTn cuHapoma OABapaca cocTaBnAeT

1 k 5000-8000. CooTHOLLEHNE MEXOY POXOAEHHBIMU MaribYnKamMun n
aeBoykamu cocrtasndaet 1:3.



CuHgpom Tpucomum 18 (cuHapom
daBapaca). A — BHeWHUN BUA
6onbHOro; 6 — KapmoTun 60NLHOro Npwu
Tpucomum B rpynne E:

| — yepenHo-nuueBblie aHOManuu, Il —
XapaKTepHoe pacrnosioxXeHue nanbLeB
Ha KUCTAX OOSNIbHOIro
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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.
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Ona noaTBepXAeHUs anarHosa
cuHapoma daBapAaca u AanbHeuwero
MeAuKO-reHeTU4eCcKoro
NPOrHO3MpoBaHUA COCTOAHUA
340pOoBbSA OyayLero NnoTomcTaa
poauTeneun nokasaHo npeHaTaribHoe
KapuoTunupoBaHue nnoaa.

Onsa cBoeBpeMeHHON ANarHOCTUKMN
3aboneBaHUs1 NPUMEHSIETCH
LUTOreHeTu4YecKkoe uccnenoBaHme.

OnddepeHumanbHaa guarHocTuka
NPOBOAUTCA C BPOXAEHHbLIM
rMnoTupeosom, gpyrumm popmamm
XPOMOCOMHbIX aHOMaNuun.
LinToreHeTU4YecKkoe nccrnegoBaHue y
AeTen NoKasaHo M Npu NOAO03PEeHUN Ha
cuHapom [layHa, n npu KNMHNYECKN
YyCTaHOBNIEHHOM AnarHo3e, NOCKOJIbKY
LUTOreHeTU4YeCcKasl XxapakTepucTmuka
nauueHTa HeobxoamMma Ans NpPorHosa
340pOBbSA 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 60sfIbHOro ¢
Tpucomuen B rpynne D:

| — aHomanuu nuua, Il —
ABYCTOPOHHSAA
NOMMMCUHAOAKTUIUNA CTON
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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.



MHoXeCTBeHHbIe MOPOKU Pa3BUTUA OTHETNMBO 3aMETHbI U
HenocpeacTBEHHO 00ycnaBnMBalOT Marnylto
NPOAOJIKUTENBHOCTL XU3HW OETEN C AAaHHOW NMaTONOrmeun.

HecmoTps Ha TO, YTO OeTH
COrnacHoO cCpoKam
0epeMeHHOCTU pPoXaalTCH
AOHOLUEHHbIMU UNU
He3HaYuTesrlbHO
HeAOHOLWEeHHbIMU (CpeaHun
CpOK 6epemeHHOCTH — 38
Heaenb), obpalwaeT Ha cebs
BHUMaHUe O4YeHb HU3KUMN BeC
HOBOPOXAEHHbIX (B cpeaHeMm
Ha YeTBepPTb HUXXe HOPMbI).
Ux aBuratenbHaa akTUBHOCTb
CUNbHO CHMXXeHa. TeMnbl
¢on3nyeckoro 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).




AHOManuu BHYTPEHHUX
OpraHoB Mnpu cuHaopome
[laTay Taxenble n
MHOFOYUCIEHHbIE.
BpoXxaeHHbIe NOPOKKU cepaua
npencraBneHbl B OCHOBHOM
nedoekramu
MEXOKeNnyo04KoBOW
neperopoakn pasnnyHou
BESTNYMHBI. -

KulleyHnK BO BpeMSI BHYTPUYTPOBHOro passutus rnpu
cuHapome [laTay He 00 KOHUa 3aBepLUaeT cBOW NOBOPOT,
TKaHb MOXKeryao4YyHou Xenesbl runonnasmpoBaHa. [ovkm — ¢
Npu3HakamMmu NosIMKMCTO3a, NONoBbIE€ OpraHbl HEAOPAa3BUTHI.



CuMnTOMBI Yacrora BcTpeuyaeMocTu, %

[nybokast 3anepxKa YMCTBEHHOrO U (pU3unye- 100
CKOFO pa3BUTHS

Mukpouedanus 70
[MpeanonoXUTEeAbHO rayxora 70
Tunoresus /n/ver. com 45
Cynoporu BcCe IO MELAHI[HHE... 45
JdedekTsl cKanbmna ! 30
['MnepTenopu3M | 90
MukpodranbMus | 65
DNUKAHT | 65
OrcyrcTBue GpoBeit 30
Konoboma pagyxku 30
Hu3Ko nocaxeHHbIe, ypOMIUBbBIE YILIH 90
Pacuenuna ryosr u/muau Heba 65
Kopotkas wies 65
BR?)KI[CHHHVI nopok cepaua (AMXII, 65
JAMIIII, xoapKTauus aopTsi)




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 u Mopa, TpuroHouedanms
OnuTtua) no otaenbHbIM NMPU3HaKam
coBnagaroTt ¢ cuHgpomom [laTay.
Peluatowinimn goaktop B ANarHOCTUKe -
nccrieqoBaHmMe XpPOMOCOM.
LinToreHeTnyeckoe nccriegosaHue
NoKa3aHO BO BCEX Cny4vasXx, B TOM
yucne y ymepLunx geten. TouHbIN
LMTOreHETUYECKNN ONarHos
HeobxoaMm Onsi NPOorHo3a 340P0BbLS
Byaywmx 0eTen B CEMbE.

JleyebHasi nomoLlb AETAM C
cuHapomowm latay
Hecrneundunyeckas: onepauum rno
NoBOAY BPOXOEHHbLIX MOPOKOB
pasBUTUSA (MO KN3HEHHbLIM
NoKasaHuaMm),
obLuleykpennaLwee neyvyeHue,
TLATENbHbIN yXOA,
npodomnakTuka nPoCTyaHbIX K
NHMPEKUMOHHLIX bonesHen. [letu
c cuHapomowm llaray
NpakTU4ecKn Bcerga MMetoT
rmyOoKy0 NaOnoTuto.



Xapaktepuctuka Hamdornee 4YacTbiX TPMCOMUN

XapakrepucTuka

Bone3Hb

YacToTa
BO3HUKHOBEHMUSA

ToHyC MbILL

Yepen /
ronoBHOM MO3r

Masa

Ywm

Jlnuo

Ckenet

Mopoku cepaua

BbnxuBaemocTb

Apyrve npusHaku

Tpucomusa 21
CwuHpgpom JayHa
1:800
MnoToHnsa

YMepeHHOEe yMeHbLLEeHne, NNOCKUN
3aTbINOK, TPU POOHUYKA

Packocele, BePTUKaAJIbHbl€ KOXHblE
CKnagku, npukpbiBawoLne MeananbHbIn
yron rnasHown LWenu, NaTH1uCTas
panyxHas obonoyka

Hn3ko nocaxeHbl, 4ONONHUTENbHbIE
CKInagkn Ha BepxHeM 3aBUTKE

Bbinagarowmn a3bik, OonbLune LWeKw,
NIIOCKOe NnepeHocke

MCKpMBﬂeHHOG pa3sutne Mmm3nHua,
oonbLuoe pacCcTtodHne Mmexay nepsbiM U
BTOPbIM MarbuemM HOru, N30bITOYHOE
KONMMYECTBO KOXW Ha 3agHen
NMOBEPXHOCTU LLUEMN, ManbIu pocCT

40 %

Bbicokas

Tpucomusn 18
CuHopom SaBapaa
1:8000
MnepToHnAa

YMeHbLUEeHWe, BbICTYNarLLmin
3aTbINIOK

Y3kas rnasHas Lwenb,
NMOMYTHEHME POroBuLbl

Hu3ko nocakeHbl, MOPOKK
pasBUTUS

ManeHbKnin poT, ogHa 13
YEenCcTeEN MEHbLLLETO pasmepa

CxxaTne KUCTen pyK B Kynak,

Tpucomusa 13
CwuHgpowm lMatay

1:15000

['Mno- unun runepToHus

YMeHbLUEHNE, CKOLLUEHHbIN 3aTbINOK,
nedekTbl KoXun B obnactu ceoaa
yepena u B obnacTtu 3arbifka
HeHopmanbHO ManeHbkue rnasa

N paccTosAHNE MEeXay HUMMU,
AedekTbl pagyXHom 060M04KN,
HenpasunbHOe hOpMMpOBaHNE
ceTyaTkm

Hn3ko nocaxeHsol, NOPOKU pPa3BUTUA

PacwenneHune rybel n Heba

OTCyTCTBUE AanbHen cknagkn HaMHoronanocTb, NAIOCKME HOITU, cXXaTue
MU3NHLUE, HEOOPA3BUTbIE HOI'TU, Kncrtemn PYK B Kynak

MarnbI POCT, TOHKME pebpa

60 %
90 % nornbatoT Ha 1-m rogy
XKU3HU

MSOFHyTaH ctona, noJfinkncTto3a
Nno4yek

80 %
80 % nornbatoT Ha 1-M rogy >*M3Hu
[MopoKkn pa3BnTUS NOMNOBbLIX OPraHoB,

MONMKNCTO3 NOYeEK, yBenuyeHme
BbICTYMOB Ha sapax HeMTPOUoB



CuHgpom ayonb-Y

Cunnpom XYY xapakrepuzyercs kapuoTurom 47, XY'Y. OH BIIepBbIE ONKUCAaH B
1960 r. HacToTa cuHapoMa Mo CPEAHECTATUCTUYECKUM JAHHBIM COCTABIISIET CPEAN
HOBOPOXKJIEHHBIX 0KOJI0 1:1000. MHOTIA TPUBOAATCS 3HAYUTEIBHO 00JI€€ BHICOKUE
magabpie— 1:250.

HaunOosnee 4acThiM IPU3HAKOM SIBISIETCSI 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 TEIOCIOKEHUS U JUCIUIACTUYECKUE TPU3HAKU: HENIPABUIIBHOE
CTPOEHHE 3y0OB, YBEIIMUCHUE HIXKHEN YEITFOCTH, AHOMAJIbHBIA NPUKYC, TCBUALIMS
KOJICHHBIX U JIOKTEBBIX CYCTABOB, PAIUOYJIbHAPHBIN CUHOCTO3. Y HEKOTOPBIX
OOJILHBIX OOHAPYKUBAETCS MOBBIIIICHUE YPOBHSI aHAPOTEHOB U
TOTeUHU3UpYoIiero ropmona. Ilonosas dhyHkius He HapyieHa. Hanuuue
100aBOYHON Y-XpOMOCOMBI MOKET M HE COITPOBOKIATHCSI KITMHUYECKOM
IIaTOJIOTUEN, HO, HECOMHEHHO, OHO KOPPENUPYET KAK C MUHTEIJICKTYaJIbHbIM
HEJIOPA3BUTUEM, TaK U C HIMOLIMOHAIBHO-BOJICBBIMU HAPYIICHUSAMHU.

[Ipr NUTOr€eHETUYECKOM UCCIIEIOBAHUM C TIOMOIIBIO JTIOMUHECIIEHTHON
MHUKPOCKOTIUHU B OyKKaJIbHBIX Ma3kax oOHapykuBaeTcsi Y-xpomatuH. [Ipu ananuze

KapHuOTHIIAa BBIABIEICTCA JOIIOJIHUTCIIbHAA Y—XpOMOCOMa.






