


UcTtopua cuHgpoma [layHa

1 AHrnunuckun spad xoH J1aHrooH [dayH nepBbiv B
1862 rogy onncan n oxapakrtepmsoBan CUHOPOM,
BNOcCneacTBuUM Ha3BaHHbLIN €ro MMeHeM, Kak
doopMy ncuxmyeckoro paccrtpouctea. LLinpoko
N3BECTHLIM NMOHATUE CTano nocne
onyornmkoBaHns UM AoKriaga Ha 3Ty Temy B 1866
roay. N3-3a anunkaHTyca [layH ncnonb3oBarn
TEPMWH MOH20710U0bI (CUHOPOM >Ke Ha3biBanm
«MOH20/1U3MOoM>»). NpeacTaBneHne o CMHAPOME
[layHa ObINO 04YeHb NPUBS3aHO K pacu3mMy BMNMoTb
no 1970-x rooos.
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UcTtopua cuHgpoma [layHa

1 B XX Beke cuHapom [layHa ctan gocTtaTodHo
pacrnpocTpaHeHHbIM AnarHo30M. Jlloam ¢ CUHOPOMOM
[ayHa Habrnoganucek, HO TONbLKO Marnasi HacTb CMMMNTOMOB
Morna 6biTb KynupoBaHa. bosblUMHCTBO UL, C CUHOPOMOM
[ayHa ymunpanu mnageHuamm unm getbmu. [ocne
BO3HWKHOBEHUA eBreHn4Yeckoro aAsmxeHusa B 33 u3 48
aMepPMKaHCKMX LUTATOB U B psae OPYrux CTpaH Hayanu
nporpamMmmbl Mo NPUHYOAUTENBHOW CTEPUNN3aUnmn Ny, C
cuHgpomom [ayHa n conoctaBMMbIMU CTENEHAMM
MHBaNUAHOCTN. OTO TaKXe BXOAMIo B nNporpammy
ymepuwenenua T-4 B Haumctckon 'epmaHnn. CyaebHble
npobrnembl, Hay4YHble OOCTUXEHUA N NPOTECTLI CO CTOPOHDI
obulecTBa NpUBENU K OTMEHAM TaKkuUX NporpamMmm B TeHeHue
OECATUNETUA nocne okoH4YaHmns Btopon Munposon BonHbL.




UcTtopua cuHgpoma [layHa

1 o cepeanHbl XX Beka npuynHbl cuHapoma [ayHa
oCTaBanucb HEUM3BECTHbIMWU, OHAKO Obifila N3BECTHA
B3aMMOCBS13b MEXY BEPOATHOCTbIO POXAEHUA PeDEHKA C
cuHgpomom [ayHa n Bo3pacTtomMm mMatepu, Takke Oblino
N3BECTHO TO, YTO CMHAPOMY ObINU NOABEPKEHLI BCE pachl.
CylwiectBoBasna Teopust 0 TOM, YTO CUHAPOM BbI3BaH
COYETAHMEM FEHETUYECKNX N HAcNeaCcTBEHHbIX 0aKkTOPOB.
Lpyrne Teopuun rnacunum, 4To OH BbI3BaH TpaBMaMu BO
BpEMS POMOB.

1 C oTkpbliTeM B 1950-x rogax TexHOMornm, no3BonsitoLLmnx
n3yyaTb KapmoTun, cTano BO3MOXHO ONpeaenuTb
aHoManum XpomMocoMm, nx Konnyecteso un gopmy. B 1959
roay XKepowm JlexxeH obHapyxun, 4Tto cnHgpom [ayHa
BO3HUKAET U3-3a Tpucommmn 2 1-n XpoMOCOMBI.




UcTtopua cuHgpoma [layHa

1 B 1961 rogy BoceMmHaguaTb reHETUKOB Hanmcanu
penaktopy «The Lancet», 4yto MoHzaonbckuti uduomu3sm
«8eoo0um 8 3absyxO0eHue» N YTo 3TO «HEesI08KUU MmepMUH»
N OH OomkeH ObiTb nameHeéH. «The Lancet»
nogaepXmBaeT Ha3BaHue «cuHapom [ayHay.

1 BcemupHas opraHnsaums 3gpaBooxpaHeHus (BO3)
odunumnansHO ybpana Ha3BaHUe «MOHronnam» B 1965
rogy nocne obpalieHns MoHronbcknx generatos. OgHako
naxe 40 net cnycTs Ha3BaHUE «MOHIOMM3M» NOSIBNSIETCS
B BeOAYLINX MEONLMHCKNX NOocobusax, Hanpumep, B
«[loBCEMECTHbIX U cMCTEMATUYECKMX NaTonornax» 4-ro
n3ganma (2004) non pepakumen npodeccopa capa
[ xenmca AHOepsyaa.

1 3aWmMTHUKK npaB N1y, ¢ cuHapomMom [layHa v poantenu
NPMBETCTBOBANN NIMKBNOALUIO MOHIONOUAHOro Apnblka,
NOBELUEHHOro Ha UX OeTewn.




CuHpgpom [ayHa

0 CuHapom [ayHa (Tpucomus no xpomocome 21) — ogHa
N3 popmMm reHoOMHOU NaTonorMu, NP KOTOPOW Yatlle BCEro
KapuoTun npeacrasneH 47 XxpoMmocoMamMy BMECTO
HopManbHbIX 46, MOCKOMNbLKY XpoMocoMbl 2 1-11 napsl,
BMECTO HOpMarbHbIX ABYX, NpeaCcTaBneHbl TPEMS KONUAMUN
(Tpncommng). CyuiectByeT eLé ase dbopmbl JaHHOIO
CUHApoOMa: TpaHcnokauusa xpomocomsl 21 Ha gpyrue
XpomocoMmsbl (4awe Ha 15, pexe Ha 14, ewé pexe Ha 21,
22 n Y-xpomocomy) — 4 % crnyyaeB, N MO3anNYHbIN
BapuaHT cnHgpoma — 5 %.

7 CMHOPOM NONy4Yun HasBaHWE B YECTb aHIMUNCKOro
Bpaya [koHa [dayHa, Brnepsble onucasLlero ero B 1866
roay. CBs3b MeXay NPOUCXOXOEHUEM
BPOXXOEHHOIO CMHApPOMa U U3MEHEHNEM KONMYEeCTBa
XpPOMOCOM Oblna BbisABfieHa Tofibko B 1959
rogay opaHuy3cKkMM reHeTukom >Kepomom JlexeHom.
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1 CuHgpom [ayHa He aBNnsieTca peakon naTtornornen —
B cpeaHeM Habntogaetcs ogmH cnydam Ha 700
POOOB; B AaHHbIK MOMEHT bnarogapsi npeHaTanbHOW
OVAarHOCTMKM YacToTa poXOeHUA OeTEN C CUHOPOMOM
HOayHa ymenbwmnacbe go 1 k 1100. Y obounx nonos
aHoOManus BCTpeYyaeTcs C OAMHaKOBOW YacTOTOMN.

1 YactoTta poxaeHun geten ¢ cnHgpomom [ayHa 1 Ha
800 nnn 1000. B 2006 roay LleHTp NoO KOHTPOIo U
npodounakTuke 3aboneBaHnn OLEHUN KaK OgMH Ha
733 xunBopoxaéHHbix B CLUA (5429 HoBbIX crny4yaes
B roq). Okono 95 % n3 Hux no Tpucomuun 21-n
XpomMmocombl. CuHapom [layHa BCTpevaeTca BO BCEX
STHUYECKNX Fpynnax n cpean Bcex 9KOHOMUYECKUX
KI1accoB.




1 Bo3pacT maTepu BNUSIET Ha LLAHCbI 3a4aTus
pebeHka ¢ cuHapomom [ayHa. Ecnu maTtepu ot
20 po 24 net, BepoATHOCTL 3T0r0 1 K 1562, oo
30netr— 1 k1000,01r350039%9netr— 1k
214, a B Bo3pacTte ctapuwe 45, BepoaTHOCTb 1 K
19. XoTb BEPOATHOCTb M YBENMNYMBAETCH C
Bo3pactom matepu, 80 % neten ¢ JaHHbIM
CUHOPOMOM POXOAKTCA Y XKEHLUMH B BO3pacTe a0
35 net. 310 0OBACHSAAETCS BOMnee BbICOKOW
POXOAEeMOCTbIO B AaHHOW Bo3pacTHoU rpynne. [lo
nocnegHnm OaHHbIM OTLOBCKUMA BO3pacT,
0CcODeHHO ecnu cTaplle 42 net, Takke
yBENMYNBAET PUCK CUHOPOMA.
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1 CoBpeMeHHbIe nccrnegoBaHus (N0 COCTOSAHUIO Ha
2008 rog) nokasanu, 4to cnHapom [ayHa
0OyCnoOBMEH Takke cnyyYyanHbIMU CODbITUSIMA B
npouecce hopmMmMpoBaHMA NOMOBbLIX KIETOK 1/mnnu
bepemeHHoCTW. [loBegeHne poantenen v
drakTopbl OKpYXXatoLen cpeabl Ha 3TO HUKaK He
BINUAIOT.

1 B auBape 1987 roga 6biro 3apernctpnpoBaHo
HeOoObI4HO DOSbLUOE YMCIO CriyYaeB CMHApPOMa
[1ayHa, ogHako nocneayrowen TeHaeHUnn K
yBennyeHuo 3aborieBaeMoCcT He Habnganocs.

1 CHocka HASC (26 anpens 1986 ropa)
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1 bepemMeHHast XeHLHa MOXET NPonTN obcnegoBaHme
Ha BblsBleHWe HapylweHuu nnoga. MHorne
CTaHAApTHbIE OOPOAOBbIE 0OCrneaoBaHUSA CNOCOOHbI
obHapyxunTtb cuHgpom [ayHa y nnoga. Hanpumep,
nmeroTca cneundudeckne Y3U-npusHakm cmHgpoma.

1 FeHeTn4yeckme KOHCynbTaUNM C reHETUYECKMMU
Tectamu (aMHMoLEHTEe3, Buoncmsa XopmoHa,
KOPOOLUEHTE3), Kak NpaBunio, npeanaratTca CEMbSIM,
PUCK POXOEHUS B KOTOPbIX peOEHKA C CUHOPOMOM
[NayHa Hanbonee Benuk. B CLUA nHBa3nBHbIE U
HeMHBa3MBHbIe 00CrieqoBaHUA OOCTYMHbI AN BCEX
XXEHLLWH, BHE 3aBUCUMOCTN OT nx Bo3pacTta. OgHako
MHBa3MBHble 00CrieqoBaHUA NPOBOAUTL HE
PEKOMEHOYETCH, ECIIN XEHLUHE bonbLie 34 neT u
HeMHBa3MBHbIe 00CrieqoBaHUA He rnokasanu
BEPOATHbIX HapyLUEHUN.




1 B 2002 rogy 6bi1n10o BbISsBNIEHO, 4TO 91—93 %
bepemeHHoCcTeEN B BennkobputaHnm n EBpone c

anarHo3om pebéeHka «cuHapom [ayHa» Oblnu
npepBaHbl.

1 Takke 6bino nokasaHo, Yto ¢ 1989 no 2006
roga gonsi XXeHWmuH, peLunBLLUnX npepBaTb
bepeMeHHOCTb Nnocrie npeHaTarbHown
OvarHocTukm cuHgpoma [ayHa, octaBanacb
NOCTOSAHHOW Ha YPOBHE 0oKoso 92 %. HekoTopble
Bpa4n 1 crneuuanunuctbl N0 3TUKE 00ECnoKOEHHbI
3TUYECKUMU NOCNeacTBUSAMU 3TOrO.

1 MegunumHcKun cneunanncT no atuke PoHanba
[ pUH yTBEpPXOAaeT, YTO poauUTENN OOMMKHbI
n3baBUTb CBOE NOTOMCTBO OT «2eHemu4ecKko20

\ gpedax».



XapaKkTtepHble 4epTbl, OObIYHO
conyTcTByHOLWMe cuHapomy [layHa
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«nnockoe nuuo» — 90 %
bpaxmuedanua (aHomanbHoe ykopodyeHue Yepena) — 81 %
KOXHasl cknaaka Ha wee y HoBopoXaeHHbIX — 81 %

aNMKaHTyC (BepTukanbHasa KOXHas CKrnaaka, NpukpbiBatoLLLas
MeananbHbIK yron rnasHon wenu) — 80 %

rmnepnoaBmxHocTb cyctaBoB — 80 %
MblLleYyHas rmnotoHna — 80 %
NNOCKUN 3aTbIinok — 78 %

KOpOTKMe koHe4yHocTn — 70 %

bpaxmmesodanaHrua (ykopodeHme BCcex nanbLeB 3a CYET
Hegopa3BunTua cpeaHmx dananr) — 70 %

KaTapakTa B Bo3pacTte ctapwe 8 net — 66 %

OTKPbITbIN POT (B CBA3N C HU3KMM TOHYCOM MbILLIL, U1 OCODbIM
cTpoeHnem HEBa) — 65 %

3ybHble aHOManuMn — 65 %
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KIMMHOAAKTUNNSA 5-ro nanbua (MCKPUBNEHHBIA MU3UHELL) —

60 %

apkoobpasHoe HEGO — 58 %
nrockasa nepeHocuua — 52 %
boposayvaTtbin sA3blIk — 50 %

nonepe4yHasi NagoHHaa cknaaka (HasbiBaemasi Takke
«0be3bsaHben») — 45 %

KopoTKas wupokas wed — 45 %

BINC (BpoxaéHHbin nopok cepaua) — 40 %
KopoTkunt Hoc — 40 %

cTpadbuam (kocornasme) — 29 %

oedopmMmauna rpygHom KneTku, KuneesmaHas nnu
BOpOHKooObOpa3Haa — 27 %

MUrMEHTHbIE MATHA NO Kpak paayXkm = NSTHa
Bpywdunega — 19 %

anucnHgpom — 8 %

CTEHO3 NN aTpe3nst ABeHaauaTuNepcTHOW KMWwkn — 8 %
BPOXOEHHbIN NEenKo3 — 8 %.
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Boigepxka ns MKb-10

CumMmnTombl (Npu3Hakn)

KnuHuyeckasn kaptuHa = HoBopoXxaéHHble 1 aetn - - bpaxuuedanua (100%)
-+ MoHronongHein paspes rmas (90%) - - dnukantyc (90%) - - Mblwe4dHas
runotoHnsa (80%) - - Makpornoccua (75%) - - MNatHa bpawdwunga (cBetnble
nNsaTHa [«conb ¢ nepuem»] paayxHon obonoykn) Ha paayxke (50%) - -
AHomanuu ywen - - Cxopgsduweecs kocornasue - - Lnpokas nepeHocuua - -
ManeHbkuin noabopoaok - - Kopotkas wesa - - BIC (go 30% peten) - -
Hepmatornndguka - - - HeTblpéxnanbueBada nagoHHas cknagka - - -
OTcyTCTBME NOOOLLBEHHbLIX 3aBUTKOB (NoaylleYvek nanbuesB CTonbl) - - -
ConumxkeHune (BNNoTb A0 CnugaHua) 2-3 crmbaTtenbHbIX CKNagok MyusnHua - -
CTeHOo3 nnu atpesns AseHaguaTtunepcTHon Kuwkn - - OTcyTcTBue
3agHenpoxogHoro oteepcTna - - bonesHb XupwcnpyHra 'y 2-3% geten - -

3apepKKka NCMXOMOTOpPHOro passutusi (Moxet He nposBnaTbca Ao 1 roga)
- - lNoBblWEHHAA BOCMPUMMUYNBOCTb K MHJeKumMam - B3pocnblie. BonblWMHCTBO
NPOSIBIIEHUN MsArde, coxpaHaeTcs bpaxmuedanma. Y naumeHToB OTMeYaroT
3agepxKy nos3HaBaTtenbHon cyHkuum (IQ — 40-45), xots
MHAMBUAYaNbHOCTb U KOMMYHUKabenbHOCTb coxpaHeHbl. Mocne 35 net
pa3BuBaeTcA AeMeHUuus, noaooHasa bone3Hn Anburemmepa. bonbwnHCTBO
NnauyueHTOB CMNOCOOHbLI K caMooOCnyXuBaHUO. HekoTopble nMeloT paboTy,
XOTA TPeOyroT oneKkun. Y otaesibHbIX NauMeHTOB HabMA4alT ayTU4ecKkue
HaKJIOHHOCTU, HEOONbLLION NPOUEHT NauMeHToB HeBepbaneH. MyXX4ynHbl
Bceraa 6ecnnoaHbl (OTCYTCTBYET ciepMaToreHes).
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Figure L An illustration of the overlap of the IQ measures
for children with Mosaic and standard Down syndrome.
Children with either diagnosis may be represented in the
shaded area.

1Y OOonbLUMHCTBA

nogen ¢ CMHAPOMOM
[layHa nposBnatTcs
OTKITOHEHUS
NHTENNEKTYyanbHOro
Pa3BUTUSA -
HecyulecTBeHHble (1Q
50-70) nnu
ymepeHHsblie (1Q
35-50), ay Tex
nogen, Kotopble
MMET MO3aNYHbIN
cuHgpomom JlayHa
9TOT NnokasaTersb,
obbl4yHO Ha 10-30
MYHKTOB BbILLE.



bpaxuuedanunyeckasa dpopma
rofmoOBKMU




INMUKaHTYC




bpaxumesodanaHrus




KnuHogakTunus



[MaTHa Bpywdunbaa




O6Ge3bsiHLA cKnagka ‘

HopmanbHbie
nanoHHbLIe CKNaaku

HasBaHa "06e3bsAHbEN" MOTOMY, YTO Y
06e3bsH, B OTNUYUK OT NoAeN, UMeeTCs
BCEro ofHa ckragka (Mnv NUHUS) Ha pyke.
A3 obLiero konnyecTasa nogen B Mumpe,
TaKylo JIMHUIO HA OOHOM pyKe uMeT 4%
HaceneHusi, a Ha obeux pykax - 1 %.
"CuHgpom [JayHa" - noTomy, 4TO Hanuime
TakoW NUHUM Ha NAAOHN SABMNSAETCH OOHUM
N3 MHOWKATOPOB 3TOMN HacneaCcTBEHHOM
bonesHu.




1 MNMpoaomKnUTenbHOCTb XXU3HW B3POCHbIX C
cuHgpomom [layHa yBenuymnacb — Ha
CerogHALWHUMN geHb HopMarnbHas
NPOOOIMKNUTENBHOCTL XN3HK 6onee 50 ner.
MHorve noan ¢ gaHHbIM CUHAPOMOM BCTyNatoT B
bpaku.

0 Y MyX4nH HabngaeTcs orpaHU4eHHOE YUCIIO
cnepmaro3ongoB, ODONbLUMHCTBO MY>XYUH C
cuHagpomom [ayHa 6becnnoHbl.

0 Y XeHWnH HabroaaTcs perynspHblie Mecs4vHbIe.
[To kpanHen mepe 50 % KEeHLWWH C CUHOPOMOM
[1ayHa MmoryT uMeTb OeTeu.

1 35—50 % peten, poXXAEHHbLIX OT MaTeEpPEN C

cumHapomom [layHa, poxaarTcs ¢ CUHAPOMOM
[ayHa nnn apyrummn OTKITOHEHUSAMM.




1 MimetloTca gaHHble, 4YTO Yy Ny, ¢ CUHOPOMOM
[layHa pexxe pa3BuBalOTCH pPakoBble OMyXOonn.

1 OgHako nogu ¢ cuHgpomom [layHa HamMHoro
yalle oOblYHbIX CTPagatoT OT KapanoriormyecKknx
3aboneBaHnin (0ObIYHO 3TO BPOXOEHHbLIE MOPOKU
cepaua), 6onesHn Anburenmmepa, oCcTpbIX
MUENONAHbIX NENKO3OB.

1Y nmogen ¢ cnHgpomom [ayHa ocnabneH
MMMYHUTET, NO3TOMY AeTn (0COBEHHO B paHHEM
BO3pacTe) 4YacTo OonerT NMHEBMOHUAMWU, TSXKENO
NepeHOoCAT AeTCkne NHAEKUUN. Y HUX Hepeako
OTMeYaloTCs HapyLleHUsa nuuleBapeHus.
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1 KorHntmeHoe passutue gerten ¢ cuHgpomom [layHa B
pa3HbIX cny4yasx CUnbHO pasnuyaeTrcda. Ha gaHHbIV
MOMEHT HEBO3MOXXHO OO0 pPOXAEeHUA onpeadennTb, Kak
XOpOLLO pebeHOK byaeT obyyaTbCs 1 pa3BmMBaTbCAH
donanueckn. OnpegeneHmne ontTMMaribHbIX METOOOB
NpoBOAUTCS NOCe poXaeHUs Npu NOMOLLU paHHEro
BMellaTeNnbCcTBa. Tak Kak AeTU UMEKT LLUNPOKNIA
CNEKTP BO3MOXHOCTEWU, UX yCrex B LLUKOMe no
cTaHOapTHOU nporpamme ody4yeHUss MOXET CUSTbHO
BapbupoBaTbcs. [1pobrnembl B 00y4eHun,
npuCyTCTBYOLWNE Y OeTen ¢ cuHapomMmom [layHa,
MOTryT BCTpeYaTbCa N Y 300POBbLIX, MO3TOMY poanUTENN
MOryT nonpoboBaTb UCMOSb30BaTh OOLLYIO NporpamMmmy
oby4yeHusd, npenogaBaemMyto B LLUKOSAX.

1 9TO nedat nMdo HasHa4vawT CJ1yXoBbl€ arirnaparhbl.




1 B bonbwmMHCTBE cny4aes y AeTen ecTb Npobnemsbl ¢
peudbto. Mexay noHMMaHnem cnosa u ero
BOCMNpPoOn3BeaeHNEM NPOXOAUT HEKOTOpas 3adepKa.
[ToaTOMY poaUTENAM PEKOMEHAYETCA BOAUTb PEDEHKA
Ha oby4deHue K nororeqy.

1 Menkaga moTopuka 3agepXMBaeTCcHa B pasBUTUN U
3Ha4YUTENbLHO OTCTAET OT APYrux ABUraTesribHbIX
KayecTB. HeKoTopble AeTU MOTYT HadaTb XOAUTb YXe
B ABa roga, a HekoTopble TOSMbKO Ha 4-M rogy nocrie
poxxgeHunsi. ObbI4HO Ha3Ha4alT dusnoTepanuio,
4YTOObI YCKOPUTb 3TOT MNpoLecc.

1 YacTo CKOpOCTb pas3BUTUS PEYUN U KOMMYHUKATUBHbIX
HaBbIKOB 3a4€pPXMBAETCA U NOMOraeT BbIIBUTb
npobrnemsl co cnyxom. Ecnv oHn npucyTcTBYIOT, TO
npy NOMOLLM paHHEro BMeLlaTenbCcTea




