drboY «Mockosckun lNeparornyecknin rocyaapcTBeHHbIN YHUBEPCUTET»
MHcTuTyT feTcTBa
Kacdeapa noroneguu

npeseHTaumsa Ne 1
Tema : HacnepctBeHHble 6one3Hu CuHgpom [layHa
(ckayaHa B ceT UHTEpPHET)




Cundpom Dayna-

-3TO ogHa 13 opmM reHOMHOU
naTtonornum, Npu KOToOpou 4atlle BCero
KapuoTun npeacrasneH 47 xpomocoMmamu
BMECTO HOopMarbHbIX 46, MOCKOMNbKY
XpOMOCOMbI 21-1 napbl, BMECTO
HOpMarsibHbIX ABYX, NpeacTaBeHbl TPEMS
Konusamu

&




Omxpvieameru

CuHapom nony4un
Ha3BaHWE B YeCTb
aHrMMUCKOro Bpava
[xona [ayHa, BnepBble
onucasLlero ero B 1866
roay.

CBA3b mexay
NPOUCXOXAEHUEM
BPOXXOEHHOro cuHapoma
N USMEHEHNEM
KonnyecTtsa XpOMOCOM
Oblna BbisIBNEHa TONbLKO
B 1959 roay
dopaHLy3CKUM reHETUKOM
>Kepomom JlexeHom.
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AHrnunckun spad [hxoH JlaHrgoH ayH nepBbin
NULLIET U XapakTepusyeT cuHapom [layHa, kak gpopmy
ncuxuyeckoro paccrpouctea B 1862 roay, v
cTaHoBUTCSA Bonee n3BecTHbIM ONyodnMKoBas CBOW
noknag B 1866 roay. M3-3a anukaHtyca [ayH
ncnonbL3oBan TepMMH MOHronouael. lNpeacraesnexHune
o cuHgpome [layHa 6bino o4eHb NPMBA3AHO K
pacuamy BnnoTb Ao 1970-x rogos.

[o cepeanHbl XX Beka npuinHbl cuHapoma dayHa
OoCTaBanuchb Anst BCEX HEU3BECTHbIMU, OgHaKo Obina
N3BECTHA B3aUMOCBA3b MeXAY BEPOATHOCTbLIO
poxaeHusi pebénka ¢ cuHgpomom [layHa u
BO3pacTOM MaTepu, Takke Oblfio U3BECTHO TO, YTO
cuHapoMmy Bbinu NoABEPXKEHLI BCE pachl.
CylwecTtBoBana Teopusi 0 TOM, YTO CUHOPOM Bbl3BaH
COYeTaHMEM reHETUYECKNX U HacneaCTBEHHbIX
doakTopoB. [lpyrue teopun npuaepxmsanunco
MHEHUSA, YTO OH Bbi3BaH TpaBMaMun BO BpPeEMS POAOB.

C OTKpPbITUEM TEXHOSOIMIA, NO3BONAKOLMX N3yvaTb
kapuoTtun B 1950-x rogax, ctano BO3MOXHO
onpeaenuTb aHoManum XpoOMOCOM, UX KOSTMYECTBO U
dopmy. B 1959 roay *Kepom JlexxeH obHapyxun, 4To
cuHgpom [layHa BO3HUKAET n3-3a Tpucomum 21-n
XPOMOCOMGI.
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INUOCMUOAOZUSL




m  Cungpom [JayHa He aBnaeTca peakon narosiormen — B cpegHeM
Habnogaetcs oamH cnyvan Ha 700 poaoB; B AaHHbIA MOMEHT, U3-
3a npeHaTtanbHOW AnarHoCTUKK, YacToTa poXaeHUsa aeTen
cuHgpomom [HayHa ymeHblumnacb o 1 k 1100. Y manevmkos u 'y
NEeBOYEK aHOManusa BCTpeYyaeTca ¢ 0AUHaKOBOM YaCTOTOM.

m Bospact maTtepu BnusaeT Ha waHckl 3a4atua pebeHka ¢
cuHgpomom LdayHa. Ecnu matepu ot 20 o 24, BepOATHOCTL 3TOro
1 kK 1562, ecnn matepu ot 35 go 39, 1o 1 k 214, a B BO3pacTe
ctapwe 45, BeposaTHOCTb 1 K 19. XOTb BEPOATHOCTbL U
yBenuymBaeTcs ¢ Bo3pactom matepu, 80% perteun ¢ AaHHbIM
CUHOPOMOM POXAAKTCA Y XEHLWNH B Bo3pacTe 0 35 net. 910
0bObsicHsieTCA Bonee BbICOKOM NNOAOPOAHOCTBIO 3TOM BO3PACTHOM
rpynnel. Mo nocnegHMm gaHHbIM OTLOBCKUIA BO3pacT, 0COBEHHO
ecnu ctaplue 42 net, Takke yBenuinBaeT pUCK .

m CoBpemeHHble uccnegosaHusa (no coctosHuio Ha 2008 roa)
nokasanu, 4To cuHapom [layHa obycnoBneH Takke criyqanHbIMu
cobbITUsIMKM B NpoLecce PopMUpPOBaHNA NOMOBbLIX KNETOK U/unu
B6epemeHHOCTU. [loBeaeHue poguTenen n akTopbl OKpyXatoLLen
cpeabl Ha 3TO HUKaK HE BITUAIOT.
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ETTTT

Risk of Down Symrema n Ty biths 5

- 2% =3 IS <2 L%
PRSI s e

A wews F owvwty Porgracoan: Pang 25, 20500




Jlamogusuorozus

m CuHopom dayHa — xpoMoCcOoMHas
naTonorusa, xapakrepusyruiasaca
HanUM4nem OononHUTENbHbLIX KOMUU
reHeTu4yeckoro matepuana no 21-u
Xpomocome, NMbOo NOnHOCTLIO
(Tpucomust), NMO6O 4YaCcTUYHO
(Hanpumep, 3a CHET TpaHcnokauun).
[locneancTBua OT HAaNU4US
OONOSTHUTENBHOU KOMUU CUNBbHO
pasnuyaroTcs B 3aBUCUMOCTMU OT
CTENEeHU KONUKn, reHeTU4EeCKoun
MCTOPUU U YUCTOU CITy4aUHOCTMN.
Cungpowm [HayHa BcTpeyaeTcs Kak y
niogen, Tak n'y apyrux Buaos.




JMpucomus

Tpucomusa — aTo HanU4yme TPEX roOMONOMMYHbIX
XPOMOCOM BMECTO Mapbl B HOpPMe.

CuHgpom [layHa 1 cxoaHble XPOMOCOMHbIE
aHoMarnuu vaule BCTpeYarTcs y AeTeun, POXOEHHbIX
HEMONOAbIMU XEHLLMHaMKU. TOYHaA NpUYnHaA 3TOro
HEeuU3BeCTHa, HO, NO-BUAMMOMY, OHa KaK-TO CBA3aHa
C BO3pacTOM SINLIEKNETOK MaTepu.

Tpucomus npoucxoauT nUs-3a Toro, YTO BO BpeMS
Meuno3a raMeThbl He pacxoaatcs. [pu cnuaHmum ¢
raMeTon NPOTUBOMNOMNOXHOIo nosa y aMmbpuoHa
obpa3syeTtcsa 47 xpoMocoMm, a He 46, kak be3
TpUcomuu.

Tpucomusa 21-n xpomocomsbl B 95% cnyyaes
ABNAETCA NPUYNHON BO3HUKHOBEHUA CUHAPOMA
[ayHa, n B 88% cny4aeB 13-3a HepacxoXaeHus
MaTEePUHCKUX raMeT U B 8% — MYXCKUX.



Mo3sauuusm

m Tpucomusa obbIYHO Bbl3BaHa
HepacxoXaeHWeM nosioBbIX KNeToK (ramMeT),
B 9TOM Cny4ae ocTalbHble KNeTKu
opraHu3ma B nopsaake. [pu mosauuusme
3aTparMBaloTCca HEKOTOPbIE HEMOSIoOBbIE
KIMETKU, U B HUX TaKXe NpUCyTCTBYeET
Tpucomua no 21-n xpomocome. [JaHHbI
BapuaHT pa3BuTua cuHgpoma [ayHa
Ha3blBaeTCA «MO3aU4YHbIN CUHOPOM
OayHa» (46, XX/47, XX, 21).

= [lo gaHHOMY TUNy CcMHOPOM NOSABNAETCS B
1—2% cny4aes.







@PopmbL cundpoma
Dayna




[MpumepHo B 91% cnyyaes BO3HUKAET HEHACNEACTBEHHbIN
BapuaHT 6onesHn — npocrtas nonHasa Tpucomus 21
XpPOMOCOMbI, 0ByCrnoBneHHaa HepacxoxXaeHnem
XpOMOCOM BO BpeMa Meino3sa. NpumepHo y 5% 60nbHbIX
HabniogaeTca mo3anunam (He Bce KNeTku coagepxar
NULLHIOK XpoMocoMmy). B ocTanbHbIX cnyvyaax CUHAPOM
Bbl3BaH CropaguM4eckon unm Hacnegyemom
TpaHcnokaunen 21-n xpomocomel. Kak npaBuro, Takue
TpaHcnokauum BO3HUKAaIOT B pesynbraTe CNUsHUS
LeHTpoMepbl 21-1 XpOMOCOMbI U OpYyron
aKpoLEHTPUYECKOU XPOMOCOMbI. PeHOTUN BONbHbIX
onpegengaerca Tpucomuen 21922. NoBTOPHbIN PUCK
poxaeHus pedeHka ¢ cuHapomom [ayHa y pogutenemn c
HOpMarnbHbLIM KapuoTUnom cocTtaenaeT okorno 1% npu
0Obl4HOM TPUCOMUKM Y pebeHka.

NHdopmauumsa 0ob aTux peakmx popmax 3Hadmma ans
poauTenen, Tak Kak pUCK pOXXOeHUA Apyrnx AeTeun ¢
cuHapomom [ayHa pasnuyeH npu pasHbix oopmax. Tem
He MeHee, AN NOHUMaHUA Pa3BUTUA OeTen 3T pasnnuyma
He TaK BaXXHbl. XOTA NpOdeCcCUOHarsibl CKNOHHbI CHUTaTDb,
4YTO AETU C MO3anvHon hopmon cuHapoma LayHa otctalT
B CBOEM pa3BUTUM MEHbLLE AETEN C ApyruMn oopmMmamMmu
9TOro cMHApoOMa, 4OCTaTOYHO YoeauTenbHbIX
CpaBHUTENbLHbLIX UCCNEAOBaAHUN HA 3Ty TEMY MNOKa HET.



Duaznocmuxa




BepemeHHas XeHLnHa MOXeT NponT obcrnegosaHue Ha
BblsiBNeHMe HapyweHun nnoga. MHorue ctaHgapTHble
aopoaoBble 0bcnenoBaHust CnocobHbl 0OHAPYXUTb CUHAPOM
[ayHa y nnoga. Hanpumep nmetrorcs cneunduydeckmne Y3W
NpU3HaKM cuHapoma. [eHeTu4eckne KoHcynstTaumm ¢
reHeTUYECKUMU TECTaMU, TAaKUMU, KaK aMHUOLIeHTEe3, buoncus
XOpUOHa, U KOpPAOLEHTES, Kak NpaBuno npeanaratTcs
CEMbSIM, PUCK POXOEHUS B KOTOPbIX pe0EHKa C CUHAPOMOM
[ayHa Hanbonee Benuk. OgHako MHBa3nBHbLIE 0OCneaoBaHUN
NPOBOAUTL HE PEKOMEHAYETCH, eCnu XeHLWnHe bonblue 34-x
neT U He nHBa3uBHblE 06cneaoBaHUA He Nokasanu BEPOATHbIX
HapyLLUEeHUN.

AMHMOLIEHTE3 KU BUONCUA XOPUOHA CHYUTAKOTCA MHBA3UBHbLIMU
obcnegoBaHUsIMU, TakK Kak BO BPEMSA UX B MaTKY XXEHLLMHbI
BBOOSAT pa3fUYHbIE UHCTPYMEHTBLI, YTO HECET B cebe HEKOTOPLIN
PUCK NOBPEXAEHUA CTEHKM MaTKK, Nroga unn gaxke BblkuabiLlua.
Puck Bblkuabiwa npu duoncumn xopnoHa — 1%, npu
aMHuoueHTtese — 0,5%.

Ha gaHHbIN MOMEHT aMUHOLIEHTE3 CHYUTAETCA CaMbIM TOYHbLIM
obcnenosaHueM. [Insa nonyvyeHna pesynsTaToB Y XXEHLUHbI
TpebyeTcsa B3ATb HA aHanNM3 aMHUOTUYECKYH XUOKOCTb, B
KOTOPOW NO3Xe BbIABNAKT KNeTku nnoaa. JllabopatopHbie
paboTbl MOryT 3aHATL HECKONbLKO Heaenb, HO BEPOATHOCTb
npasunbHoro pesynerata — 99,8%. JIOXXHO NONOXUTESbHbLIN
nokasaTtenb O4eHb HU3OK.



Xapaxmeptvie uepmuo.

«nnockoe nuuo» — 90%

Bpaxuuedanna (aHomanbHoe
yKOopoveHue Yyepena) — 81%

KOXHaqa cknagka Ha wee 'y
HOBOPOXAEHHbIX — 81%

AMUKaHTYC (BepTVI KalnbHas

KOXHasA CKnaaka, rnpukpbiBaroLLiasd
MeaunanbHbIN Yron rna3Hou LLleJ'II/I)

— 80%

rMnepnoaBMXXHOCTbL CyCTaBOB —
80%

MblLLeYHaa runotoHmnss — 80%
NNOCKUA 3aTbINoK — 78%
KOpOTKUe KoHevyHocTn — 70%

B6paxumesodganaHrus
(yKopo4yeHue Bcex nanbLeB 3a
CYeT HeopPa3BUTUA CPEAHUX
danaHr) — 70%

KaTtapakTa B Bo3pacTe cTapLue 8
net — 66%

OTKPbITbIN POT (B CBA3U C HU3KUM
TOHYCOM MblILLIL M OCOBbIM
CTpoeHuem Héba) — 65%

3ybHble aHoManunm — 65%

KNUHOQAKTMNMA 5-To nanbua
(MCKPUBNEHHBLIN MU3UHEL) —
60%

apkoobpasHoe («roTu4eckoe»)
HEBO — 58%

nnockaa nepeHocuua — 52%
OoposayvaTtbin A3blk — 50%

nonepeyHasl NnagoHHas cknagka
(HasbiBaemas Takxke
«obesbsiHben») — 45%

KOpoTKas wupokasa wea — 45%
BINC (BpoxaéHHbIM NOPOK
cepaua) — 40%

KOpPOTKUn HOC — 40%

cTpabusm (kocornasue) — 29%

aedopmMauusa rpyaHon KNeTku,
KuneeuagHas unu
BOpOHKOOBpasHasa — 27%

MUrMEHTHbIE NATHA NO Kpato
pagyxku = natHa bpywdunbaa
— 19%

anucuHgpom — 8%

CTEHO03 uUnn aTpesus
ABeHaauaTUnepCTHOW KULLIKN —
8%

BPOXAEHHbIN Nnenko3s — 8%.






Jlepcnexmuent pazeumus

= CreneHb NposBneHus 3aaepxXKkn YMCTBEHHOMO 1 PE4eBOro
pa3BUTUS 3aBUCUT Kak OT BPOXAEHHbIX (haKTOpPOB, TakK U
OT 3aHATUN ¢ pebGéHkoM. [leTn ¢ cuHapomom [ayHa
oby4aembl. 3aHATUSA C HUMM NO cneumanbHbIM
MeToAMKaM, Y4UTbIBAKOLLMM OCOOEHHOCTU UX Pa3BUTUSA U
BOCMPUATUSA, 0ObIYHO NPUBOASAT K HEMNMOXUM
pesynbkraTam.

m [1pogormKnTenbHOCTbL XU3HU B3POCSIbIX C CUHOPOMOM
[ayHa yBenuymunacb — Ha CErogHAWHUN eHb
HOpManbHasi NPOLAOMKUTENBHOCTb XU3HU Bonee 50 ner.
MHorue noam ¢ JaHHLIM CUHAPOMOM BCTYyNakT B Gpaku.
Y My>X4uH HabniogaeTca orpaHUYeHHOe YNCNo
cnepmaTo3omgoB, 6ONbLNHCTBO MY>XYUH C CUHOPOMOM
[ayHa 6ecnnogHbl. Y XeHLWwuH HabntogatoTca
perynsipHble MecsvHble. 1o kpanHen mepe 50% XeHLMH
C cuHgpomoM [layHa moryT umeTb aeten. 35—50%
AeTen, poXXAEHHbIX OT Matepen ¢ cuHagpomom [layHa,
poxagatrTca ¢ cuHgpomom [layHa unu gpyrumu
OTKJTOHEHUAMM.




