~ Krenoy v
«BUNCKNN MEOVLIMHCKAI
KONMMEDK»

CUHOPOM OAYHA

BbinonHun cTyaeHt
311 rpynnbl «/leye6

JleoHeHKo MMa



*Y10 Takoe cuHgpom [layHa
*/IcTopus

*dopmbl cuHAapoma [ayHa
*BHellHMe Npu3HaKu

= npe,EI,I/IMI'IJ'IaHTaLI,I/IOHHaFI reHeTn4yecKad
ANarHOCTUKa

*daKkTopbl puUcka
*JledeHue

*[/locnencTBug

*Mudbl n dpakTbl



*camasi pacrnpocTpaHEHHas reHeTunyeckas
*aHoManus.

*BPOXKAEHHOE HapyLUeHne pa3BuUTuS,

NnposiBNstoLLEeecs YMCTBEHHON OTCTanoCTbIo,
HapyLLEeHNneM pocTa KOCcTen u Apyrumm
bun3nyeckMMmmn aHoMannamMn.

*ogHa n3 opmM reHoOMHOM NaTonornn, Npwu

KOTOpPOW Yallle BCEro KapuoTun npeacrasreH
47 xpomocomMmamm BMECTO HOpMarbHbIX 46



*[1>xoH J1aHrgoH XanaoH [JayH —
YY€eHbIN, BNepBble onmcasLLNA
cuHapom [layHa n Ha3BaBLLUUK €ro
"MOHIOSIN3M«, @ TaKXKe NPeasioxXur
OLLUMOOYHYIO TEOPUIO pacoBOM
perpeccun,. Ha camom gene cuHgpom
[layHa He cBA3aH C pacoBbLIMU
OCODOEHHOCTAMU M BCTPEYaeTcs y
npencraButeneun Bcex pac. Pammnus
OOKTOpa coBnagaeT C aHMMUNCKUM

CroBOM, 0BO3HavaloWwMM "BHma”, 8 1@ PUC.
pe3ynbraTe Yero BO3HUKII0 EEVCrAN
NONynsipHoe 3abny)XaeHne o cyTu yYeHbIn [1kKoH
cyuHapoma [JayHa (YMCTBEHHOM OayH

OTCTanocTn) — ogHako CUHOPOM
Ha3BaH Tak B 1965 r. Tonbko no
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*bones3Hb layHa
BCTpeyaeTca B 1 cnyyae
Ha 500-800
HOBOPOXXOEHHbIX.
N3yyeHune kapunoTtmna
BOSIbHbLIX CUHAPOMOM
[1ayHa nokasano
HanMyme B
XPOMOCOMHOM Habope
gonornHuTenbHomn 21
XPOMOCOMBI, T.€.
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*Teno yenoBeka cCoCToUT U3

MWITTMOHOB KIMETOK, KaXkaaa u3
KOTOPbIX OObIYHO COOEPXKUT 46
XpOMOCOM. XpPOMOCOMbI
pacnonoXeHbl Nnapamu -
NonoBWHa OT MaTepwy,
NOrioBMHA OT OoTua. Y naen ¢
cuHgpomom layHa B 21-U nape
NPUCYTCTBYET AONONHUTENbHAS
XpOMOCOMa, BCreacTBue 4ero,
B KIeTKax Ooka3bliBaeTcd no 47
Xpomocom. ['lpu aTom y
poanTenen, Kak npaBuno,



*[MpnmepHo B 95 % cny4vyaeB Bo3HUKaET

HeHacrieaCTBEHHbIN BapuaHT bonesHn — npocragd
nonHas Tpucommst 21 xpomMocomsl,
o0ycrioBneHHasa HepacxoXaeHMeM XpoMOCOM BO
BpeMda Menoasa.

*[MpumepHo y 3 % BonbHbIX HAabntogaeTcs

MO3auLUn3M (He BCe KNETKU codepKaT JINLLHIOH
XPOMOCOMY).

*B/ocTanbHbIX Crty4qadx CMHOpoOM Bbl3BaH

Crnopagunyeckon unm Hacneayemou
TpaHenokaunen 21-m xpomocomsbl. Takme
TDAHCIOKALIM BO3HUKAIOT B be3vnbTaTte ClIMadHus



* «nrockoe nuuo» — 90 %

*6paxuuedanns (aHoManbHoOe YKOpo4YeHme
yepena) — 81 %

*KOXHas CKagKa Ha Lee Yy HOBOPOXOEHHbIX —
81 %

*MOHroriongHbin paspes rmas — 80 %

*Mou4ku yLien Nnoxo pasBuUTbl N OKa3biBaAOTCA
NPUPOCLLNMMN.

*3MNMKaHT (BEPTUKANbHaaA KOXHas CKnagka,
NpUKpbIBaKoLlaa MmegmanbHbIX Yron rnasHou
wienn) — 80 %

*rmepnoaBMXHOCTb cycTaBoB — 80 %
*MbidievHasi rmnoToHuss — 80 %



*kopoTkmne koHeyHocTn — 70 %

*bpaxmmesodanaHrus (YKopodeHme Bcex

nanbLEB 3a CYET HEQOPA3BUTUSA CPEOHUX
danaHr)- 70 %

*KaTapakTa B Bo3pacTe crtapLue 8 net —
66 %

*OTKPbITbIN POT (B CBA3U C HU3KMM TOHYCOM

MbILLL, 1 OCODbIM CTPOEHUEM HEDA) —
65 %

*3yOHbLIE aHOManum — 65 %

*KRMNMHOOAKTUNKNA 5-ro nanbLua
(nekpmBreHHbIn muanHel) — 60 %

*apkoobpasHoe («roTu4eckoe») Hebo —
58 %

*niockaga nepeHocuua — 52 %



*nonepeyHas nagoHHas ckrnaaka (HasblBaemasi
Takke «o0be3bssHben») — 45 %

*KopoTKaa wmnpokasa wess — 45 %

*Bl1C (BpoxaeHHbIN nopok cepaua) — 40 %
*kopoTKun Hoc — 40 %

*cTpabusm = kocornasme — 29 %

*nedpopmaumnga rpygHon KNeTkn, KuneesnagHas
nnn BopoHkoobpasHasa, — 27 %

*MUrMEHTHbIE NATHA NO Kpak paay>XKn = nNaTHa
bpywdunega — 19 %

*snucuHapom — 8 %

°*CTeHO03 unun atpesnda 12-nepCcTHON KULLKN —
8 Y

*BPOXOEHHBIN NIenko3 — 8 %.
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AN ITVHEAE T LA D
[ITPObEULERVIVI
[EHETWN4YECKOIO

TECTUPOBAHUNA SMBEPVOHOB
0O NMEPEHOCA X B MNOJNIOCTb
MATKW >XEHLLWHBI.
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OOuH U3 ooLenpu3HaHHbIX
METOOO0B NpeHaTarbHoOu
anarHocTtuku - lonnnepoBcKoe
uccriegoBsaHue
(oonnnepomeTpus,
agonnneporpadus) - ABASETCH
pa3sHoBMAHocCTbLIO Y3W. OT1a
npouenypa 6e3bonesHeHHa n
be3BpegHa Kak ang matepu, Tak u
ana nnoga. Jonnnepomerpus
MPOBOANTCH OTAENBHO UMW
3a4acTylo ogHOBpeMeEHHO ¢ Y3W.
[1ngd ee npoBegeHnsa Heobxoamma
cneuunanbHas gonnnepoBckasd BBEpPXy: HOpMa

npucraBka K Y3-annapary BHU3Y: Npu TpUcommm 28




TpexmepHas
ynbTpacoHorpadcgpusa B
NOBEPXHOCTHOM pexume
ncnosnb3yeTcs, Koraa npu
ABYXMEpPHOM uccnegoBaHuUm
BO3HMKaEeT Nnofo3peHune o
Harn4iMm aHomMarniun. ATo Aaet
BO3MOXHOCTb, OCOOEHHO npu
FOpOKax pa3BUTUA Nuua u
KOHe4YyHoCTen, noaATBEPANTL U
YTOUMHUTb AnarHos. Ansa
yCeLWHOro UCNosfib30BaHNA
MeToAa BaXXHO UMETb Xopoluee
3HaHne HopMaribHOU
TpexmepHOU aHaTOMUM Nnoaa B




9TO Hamnbornee e
pacnpocTpaHEHHbIN MeTOA
ONarHoCcTuku cuHgpoma [ayHa,
OoOHaKO OH TpebyeT BBeAeHUS oy
ONMVHHOW Urmbl Anga 3abopa = ——
NpoObl KNeTok nnoga. B 1% UL 7
Criy4yaeB 3TOT MEeTOoA NPUBOAUT K
BbIKUObILLY.

AMHUOLEHTE3

cudgpoma [layHa Ha paHHUX
cpoKax bepeMeHHOCTN BKNtoYaeT
B ¢€0s1 aHann3 KpoBU B NEPBOM
TPUMECTPE M YINbTPa3BYKOBOE

IA0CCCINAQANNODRALIIINA




*BO3pacT Mambl 35 1 bonee ner;

*pDOXOEHNE B NPOLLUIIOM pebEHKa C
XPOMOCOMHBbIM 3aboneBaHNeEM;

*Hann4yne y ogHoro 13 cyrnpyroB HEKOTOpPbIX
M3MEHEHNN B CTPYKTYPE XPOMOCOM;

*cneununyeckme n3MeHeHnsa npu
onpeneneHnn yposHen A®I1, X', PAPP-A
B KPOBU MaTepu;

*onpegeneHHble YrbTpa3ByKOBbIE NMPU3HAKW,
ObHapy>XeHHble NPU 0ObIYHOM
yIbTPa3ByKOBOM MUCCNENOBaHMUK Noaa.



*A3beratb nHdekuun,
TaKUX KaK KpacHyxa,
nopaxarouian cepaue,
3peHue U cnyx nnoaa.

*He npyUHUMAaTb CNNPTHLIX
HanNUTKOB.

* CoBeTOoBaTbCA C Bpa4om
npu npueme nNeKapcTB.

®* He KypuTb, TaK KaK y
KypsilULMX MaTepeu
poXaarTca AeTn
MEHbLUNM BECOM, Y HUX
ferko BO3HUKaKoT
npooremMbl C yCBOEHUEM




*[1peanpuHMManuncb NOMNbITKA
neyvynTb OeTen ¢ CMHOPOMOM
[1ayHa ropMmoHamwu
LUNTOBUOHOW >KENesbl U
rmnodusa, ogHaKo 3T MeToAbl
HaxXoOATCS rNMoka Ha cTaguu
pa3paboTtku. Kak n gpyrue
YMCTBEHHO OTCTanble AeTn nx
YPOBHS, OONbHbIE C
cuHopomom JlayHa nogaatoTcs
00Yy4YeH IO ObITOBLIM HaBbLIKaM,
KoopAnHauun OBUXKEHUN, peyn
N APYrMM NPOCTbIM OYHKLUAM,
HeoObxoOUMbIM B
NoBCeaAHEBHOW XU3HMW.




°*C noMoLWbIO UnnoTepanuu neyar
neteu ¢ AUM, aytnamom,
cuHapomom [layHa v 3agepKKoun
ncuxmyeckoro passutus. lNpu
BepxXoBOMu e3fge Halle Tero
ABUraeTcs, Kak npu xoabo6e. Naxe
ecrniu pedbeHoOK He xoasa4uu,
OpraHn3m aBTOMaTU4YECKMU
dopmMUupyeT noBpexXaeHHbIe
HEeUpPOHHbIe CBA3U. BO-BTOpPbLIX,
y nowiagu Temneparypa tena
B cpeAHeM Bblille YenoBe4YecKkou
Ha OAMH rpagyc, No3Tomy Tero
paccrnabnsercsa, CHUMaeTcH
CNnacTukKa (XXeCTKOCTb MbILLLL),
U MOXHO HarpyxaTb pebeHkKa
AansHeUWUMmM ynpaxxHeHUaMu.
YXoauT U aMOLIMOHaNbHbLIU 3aXXUM.




*bonNbLUMHCTBO MYXYMH C cCMHAPOMOM [layHa
becnnoaHsbl. 1o kpanHen mepe 50 % XKEHLLUNH C
cuHapomom layHa moryT MMeTb aeteun. 35-50 %
OeTen, poXXaeHHbIX OT Matepen ¢ CUHAPOMOM
[1ayHa, poxgarTca ¢ cuHapomMmom [layHa unu
OPYrMMU OTKNOHEHUAMMN.

*60sIbHbIE CMHAPOMOM [layHa pexe NMMeLoT
pakoBble onyxonu. Bngumo, 21-aa xpoMmocoma
COOEPXUT reH-"rnyLunTenb onyxonen", n Hann4due
TpeTbeun Konun reHa obecneymBaet
OOMNOJSTHUTENbHYIO 3aLNTY NPOTUB pPaka.



*MWND- oHM He crnocoBHbI UCNbITLIBAT
HacTosALLEN NPUBA3AHHOCTU, OHU
arpeccmBHbI NN BCcerga BCEM
O0BOSbHbL. B ntobom criyvyae oHu He
paccMaTpuBaroTCA Kak NMMYHOCTW.

*PAKT- KoadhpumumneHT

MHTENNeKTyarnbHOCTH 6OJ'IbLLII/IHCTBa R
niogen c cuHgpomom [ayHa

HaxoauTcst B 06rnactu, KOTOPOW
COOTBETCTBYET CpefHAS CTEMNEHb l

3a4€epXKn B pa3sutun. letun c
cuHapomom [layHa oby4yaeMbl.
YpasHbIX Nogen ¢ CUHOPOMOM
[1ayHa pa3Hble YMCTBEHHbIE
CMOCODOHOCTWN, pa3HOEe NoBEAEHNE U
dou3ndeckoe pasputune. Kaxxgbin
yerioBek obrnagaeTt yHUMKanbHou
WHAMBUAYaNbHOCTbIO,



Jltoan ¢ cnHgpomom [layHa moryT ropasgo
nydlue pa3BmnTb CBOM BO3MOXHOCTU, ECIN
OHW XXUBYT AOMa B atMmocdepe ntodbsu, ecnu
B JETCTBE OHW 3aHUMaIOTCS MO NporpamMmmam
paHHeN NOMOLLM, ECNU OHU NMony4YatoT
cneunanbHoe obpasoBaHue, Haanexatlee
MeONLMHCKOE 00Cny>XMBaHUE U OLLyLLatoT
NO3UTMBHOE OTHOLLEeHMe o0l ecTBa.



