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Y/vﬂem ©onbHble cCUHAPOMOM JdaBapaca




STOT cuHAPOM Obint onucad B 1960 r. [bxoHom Saeapacom (J
Edwards) n Bnocnegcteum nony4un ero umMa.CuHapom

3aBpAaca npeacrtaBnsieT cobou TsXKenoe BpoXXaeHHoe 3aboneBaHue,
BbI3BaHHOE€ XPOMOCOMHbIMU HapyLieHnsaMu. OHO ABNsieTcsaA OAHOU U3

Hanbornee pacnpoCTPaHEeHHbIX NAaTONOrMm B @aHHOWU KaTeropuu
(yemynaem no yacmome nuwb cuHopomy [layHa). 3aboneBaH
XapaKkTepu3yeTcsi MHOro4YUCreHHbIMU HapyLWeHNSMU B Pa3BUT
pa3nnyHbIX opraHoB U cuctem. lNporHo3 ana pedbeHkKa oObIYH
HebrnaronpuATHbIA, HO MHOroe 3aBUCUT OT yXxoAa, KOTOpPbIN eMy cn
obecneynTb poauTenu.
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PacnpocTpaHeHHOCTb CMHApPOMa dABapaca no 3eMHOMY Luapy
BapbupyeT oT 0,015 go 0,02%. YeTko 3aBUCMMOCTHU OT M OCTU U

pacbl He Habnrgaetca. CtTaTUCTYeCKM AEeBOYKU OoneroT
yauwe manb4mkoB. Hay4yHoro o6 -sacHeHMsA aTon nponop

BbIsIBNIEHO. TeM He MeHee, OTMeueH psAa PaKTOPoB, KOTOPb oryTt
NOBbLICUTb PUCK Bosuukﬂw&—
= =
Kak u opyrue xpoMocoMHble MyTaLu, CUHAPOM DaBapa
B NpuHUMNe, HeusneynmbiMm 3aboneBaHnem. Cambie coBpe
MeToAbl NeYeHUA N yxoaa MOryT N1ilb NoaaepXMBaThb XKU3
cnocobcTBOBaTb onpeaeneHHOMY Nnporpeccy B ero passu bIX
pekoMeHAauun no yxoay 3a TakKuMu AeTbMU HET U3-3 -

pa3HoOo6pa3nsa BO3MOXHbIX HapyLUeHUU U OCHl
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OxxoH X. daBapac

OxxoH XunTtoH daBapAac (

OpUTaAHCKUM MEAULIMHCKUM FrEHETUKOM. 3aBapAc coobLms, YTo nepBoe
onncaHne cuHOpPOMa MHOXXECTBEHHbIX BPOXAEHHbLIX aHOManum ces3ano
NPUCYTCTBUE OOMONMHUTENTBHOWU XPOMOCOMbI. [JononHuTenbHas
XpoMocoMa npuHaanexana rpynne E xpomocom, KoTopble COCTOANN U3
xpomocom 16, 17 n 18. Ycrnosue Tenepb N3BECTHO KaK CUHAPOM
oaeapaca nnu Tpucomus 18 cuHOpomoB




Onucanne 0OCHOBHBIX CHMIITOMOB JaHHOU 00J1€3HN OBLIO C/IeJIaHO elle B
ayase XX Beka.
Jlo cepennubt 1900-x rooB codpaTh 10cTaTOUHYI0 HH(POPMALHIO 00 ITOM
aTOJIOTU He MPEACTABJISVIOCHh BO3MOKHBIM. Bo-niepBbIX, /1 3TOr0 He0o0Xoanum
ObLI coon;e;rcTBylomnn YPOBEHb Pa3BUTHS TEXHOJIOT Ui, KOTOPHII MO3BOJINI

Dbl 00H2 5 JUIIHEOI0 XpoMocoMy. Bo-BTOpbIX, 60/1bIIMHCTBO JeTeil
ymup _(‘/ —-‘9‘ - ‘i’[Hn MJIM HeIeJIN JKM3HH U3-32 HU3KOTO YPOBHSI OKA3aHUsI

g OMOIIIH. HO
"?:i ucanue 00JIe3HM U ¢e OCHOBHOI NPUYNHBI (1 ue

Mocombl) GBLIO Cae B 1960 rox JzkoHOM
KOTOPOTO TOFIHP& HA3BaJIM HOBYIO MATOJIOTHIO.
ra CHHApoOMa JnBapaca cocrasJisiet 1 coayuaid Ha 2,5 — 3
garuii (0,03 — 0,04%),r0HaK0 opuunaILHbIe AAHHBIC 3HAYHTETHHO
'csl TEM 74%"?1?%?1/1 rl;ogion'lma 3MOPHOHOB C IAHHOM
LKHBAKOT H gigaedgggg{ocqy)&aganqnnaenﬂ CIIOHTAHHBIM
NyTPoOHeieMepThIo IioAa. [logpodHas TuarHocTuka
A fipu POV APOBOANTCS PeaKo. *
ABJISIET coﬁb‘lf'é’z? ﬁﬁHT kt)BMGCOMHOH MYTALHH, IPH
‘-‘v HIEY, B 46, a 47 xpomocom.
[aH e 3a60:11eBaHnn. IHomumo
ro CHHAPOM : comus 21 xpomocomsr) u
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[lpeanonaraemMbie NPUYUHbLI CUHOPOMA
JAaBapaca

BospacT matepu 6onee 45 net. B aTOM cnydae puck cuHgpoma
oaBapaca coctaenset 0,7%.

HacnencTBeHHOCTL: €Cnu B poady yXXe poxaarnicb AeTKU C
No4OOHBbIMWN OTKNOHEHNAMW, O4YEHb BEMNUK PUCK POAUTL Marsbilla C
naTosiormen B kKapuortune.

BpeaHble nNpmBLIYKM OCTAKOTCS B CUe Aaxe 3aecb. Hekotopble
yYeHble J0Ka3blBaloT, YTO MO3anyHasa popma cuHgpoma
oaBapaca (oHa Hanbornee nerkasi) MoXeT ObITb CNPOBOLMPOBaHa
O0MrMm ynotpebrieHMemM HapKOTUKOB, OFPOMHbBIM KOSTMYECTBOM
HUKOTUHA UIN ankorosisi B opraHM3Me O4HOro U3 poauTeren.
OnuTenbHbIN NPUEM CUNBbHOOENCTBYIOLLMX NEKapPCTB.

NHdeKunm nonosbIx nyTen.

PagnaunoHHoe obny4yeHne o4eHb 4acTo

nopoXXaaeT XPOMOCOMHbIE MYTaALNN.




HbIO.
BbICOKas (4yTb

4yeM Yy nnodoB ¢ Tpucovren 21). Ha 3-8 Tbicay MnageHueB OaNH POXOAETCS B
paccMmaTpmBaeMbIM ANArHO30M.
Bpaun roBopsaT, 4TO cpean MnageHLeB XeHCKoro nona 6onesHb BCTpevaeTcs B Tpu
pasa valle, Yem cpean Mmans4mkoB. borbLuon puck poanTtb pebeHka ¢ JaHHbIMK
OTKNOHEHMAMN Y pOXXeHUL, KoTopbiM Boree 30 net. Ha nposatmxeHnn nepsbix 12
MecaueB Xu3Hu ymmpaet okosio 90 geten u3 100 ¢ Takum gnarHoszom. Mansumkm

XUBYT B cpedHeM oT 2 Oo 3 MecsueB, a AeBo4vkn okono 10 mecaues. LLlaHckl, 4To
pebeHoK ¢ CUMHAPOMOM JDaBapaca CMOXET A0XUTb A0 B3POCHBIX MSEPHbLIe.
OcCnoXXHeHns1 MOPOKOB Pa3BUTUSI CTAHOBATCS MPUYMHAMN CM
*KMLLIEYHass HENPOXOAUMOCTb
sCepaeyHO—CcocyamncTasl HedoOCTaTO4YHOCTb

BOHNA

RYEEEC

L1




K3aTbIJ'IKy) POpMa, rmapouealinA.

(v}

CumMmnTOMBI
BonesHu genart Ha Heckonbko rpynn. B nepByro
" Te, YTO XapaKTepu3yroT BHELWHMU BuA OonbHOro

poXxaeHun coctaensget npumepHo 2kr 100 rpa

>HO pasBUTasd HWXKHASA UMW BEPXHAS YENOCTb
A€ Yeperna — ManeHbKui pasmep, gonnxouedganni@ckas
< 3aTbINIKy) doopma, ruapouedanms. ;
MHOrAA 1 NOMHOE cpalleHne nanbLEeB KUGTEN N CTON 4
)XHEN rybbl n/vnu TBepaoro Heba P




*oddCpPmind ACPBRU—TICVNAVIMCUROIO PasbiliviAd PCUCHRA yd

Oy nna cuMnToMoB DOSe3HN KacaeTCcsl HePBHO-MCUXUYECKOMN
MOTOPUKN N (DyHKLIMM opraHoB O0SIbHOro pebeHka:
OBag rpbhka

cepaua, BKroYasi OTKpbITbIM apTepuanbH
1EX0KENYA04KOBOM NEPErOpOaKM U T.1.
aTpodus MO3roBbIX M3BUMH

OCTb MO3)Ke4Ka, MO30JIMCTOro Tena
_OTCTanocTb

)—MCUXUYECKOIO pa3BuUTUS pebeHka

M KULLIEYHNKA ’
- o~ /
N 3apiHero npoxosa —~

Tares 15HOTO U COCaTenLHOTO pedrekca

Iy "y "
OYETOYHUKOB
)pasHasi U CerMeHTUpOBaHHasi MoyKa
110 0’=rOCT|: ANYHMKOB Yy 1€BOYEK
{ UPOBAHHbIN KAMUTOP Y MIAAEHLEB KEHCKQ
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CymeCTByroT oco6bne Npu3HaKkn CUHAPOMa SuBapuca a Y3W, koTopbie v.\‘.
[OMKEH 3aMeTUTb Bpay: ot '{

MHOXECTBEHHbIE aHOManuu PasBUTUS nnoua : =

areHe3uns nyno4yHon apTepuu;

Manas BenuymHa nnaueHTbl;

MHorosoaue. . \1
Ho BCE 39TO KOCBEHHbIE NMPU3HaKKU CMHAPOMa DaBapaca npu 6epe|v|eHHocm,“
KOTOpble OOMKHbI BbITb NOATBEPXAEHLI AAHHLIMW OPYINX MccneuosaHmm.’f;
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LvarHocrtuka

r 4 <
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CTtaHOapTHbLIN NpeHaTarnbHbIN
CKPWUHWHI

[lpeononaraet aHannsa KpoBu Ha
Hannyme CbIBOPOTOYHbLIX MapKEpPOB:

c 11 no 13 Hegenu: BXTY n PAPP;

c 20 no 24 Hepenu: BXIY, cBo60aHbLIN
acTpuona, a-peTonpoTenH.

Ecnn Ha ocHOBaHUM 3TUX aHaNU30B
bepemMmeHHas nonagaeTt B rpynny
BbICOKOIO puUcKka, en npegnaraetcs
npoBeaeHne AOMONHNTENTbHOW
ONAarHOCTUKU
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ﬂ' Ma rH OCTM Ka MHBa3uBHbIEe MeToAbl AUAarHOCTUKU
\

T U PE—

MNpoBonag
Manb)ftia ¢ cu
ANarHoc¢TukKe C
*buoncusa Xog
*aMHMOLIE
*KOpAoOLIeHTEe3
‘fféchnenyro

11 _~-‘-“" 2 Ob DB ‘

HOpPOMON 33 oAca lpe-T vao aeTcs
HeMEAIeHHOMY BCecTOPOHHEMY o6CnenoBaH
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<1%Cv>4> *
ObcnenoBaHue bonbHOro pebeéHka HanpaBneHo Ha BbiSIBIEHNE NOPOKOB
pa3BuUTnA. HOBOPOXAEHHOIO C CUHAPOMOM OABapAca OCMaTpuUBatoT pasHble
creumanmcTbi: \q
*HEOHAaTOoOr;
*Kapanonnor;
*HEeBPOJIOT;
*XMpypr; * |
~opTonep; -

*yporior un ap.
Camble BaXkHble uarHoCTUYECKME UCCneaoBaHusl, KOTOPbIe BbINOMHAKTCS

pPeBEHKY C cMHAPOMOM 3aBapAca cpasy Nocrie ero poXxaeHus:

*9X0Kapamnorpadus; X
Y3 nouvex: O

*Y3W opraHoB 6ptoLLIHOMN NONOCTW. *

Kaknmun-to ocobeHHOCTAMU TedeHne bepeMeHHOCTU Npu BblHaLLMBaHUKN pebeHKa
C cmHapomMmom Jaapaca He otnndaetcd. OH Tak e Ha4yMHaeT LeBEeNnTbLCH B
NONOXEeHHbIEe CPOKM, ObIBAET AaXke O4eHb aKTUBEH, HUKAKNX OOMNOMHUTENbHbIX
TOKCUMKO30B He Habrnogaetcs. [1o3ToMy BbISsBUTL 3aboneBaHne B 3TOT Nepunop
MOXXET TONbKO COBPEMEHHAas AnarHocTudeckas annaparypa. Ecnm ke manbiw
BCE-TaKM poauIiCsl, BCA ero Hegonras XXnsHb YNAET Ha NOCTOSAHHOE fNevYeHne

inyTCTByroLumx MOPOKOB. ( *




P N I I P N IR P N Y
2H03 011 demeu ¢ cuHopomom _3ddeapdca |

YunTtbiBass MHOXXeCTBEHHbIEe HapYyLUeHUA Ppa3BUTUA, KOTOpPbIe NPUCYLLU ]ﬂ
cuHApomy daBapAaca, NporHo3 Ans HOBOPOXAEHHbIX C 3TUM AUarHoO3oMm |
YyTu BCcerga HebnaronpuaTHbIN. CTaTUCTUYECKUE AaHHble (K3
\ WYHbIX HE3aBUCUMbIX UCCNEeAOBaHNN) FOBOPAT, YTO OonblLue i
'i[';? BUHbI aeten (50 — 55%) He ooxmnBalOT A0 TPEXMECAYHOro Bo3pacra.

h! 3

ddaeTcsd oTnpa3gHoBaTb MeéHbLIe YeM OeCATU

ﬁ npo _AeTu, KoTopble AOXMBAIOT A0 CTapLuero -
, ALine NnpobnemMbl CO 340POBLEM U q]m
. wi-l xope. [ina npoaneHns XXU3HU HepeaKo - |
’ VI cno»'(Hble ypmqecxue onepauuu Ha cepaue, n@xax' o |
nvAa yr eHHVI og?‘aHax UcnpaBhneHune BPOXAEHHbIX mtbev‘s i
E N NOCTOSAAHHbIY c\BaHHbl » N0 CyTW, ABNAOTCA, _ §
e,lJ,VIHCTBeHHbI aet ccuqecxou pMou Qu-l!lpoma

dpBapaca (non|-| en1

[ CKONMbKO-HUOyAb ANUTEn

—

::sz‘al nse bHo%mTCTBo unm

HOp
Y

ﬁ Mpu yacTUYHOM TPpUCOMUN UNN Mosawq pme cm-lp,poma NPOrHo3
HecKkonbko nyywe. CpeaHsas NpoaomKUTENbHOCTb XXU3HU NMPU 3TOM

. yBenunumMBaeTcs A0 HECKONbKUX NeT. ATo 06bsICHAETCSA TeM, TO aHOManuu

ﬁ pa3BUTUA Npu 6onee nerkux hopmax He BeAyT TaK ObLICTPO K CMepTH

- R B BEE

pebeHKa.
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Tem He MeHee, OCHOBHas Npobnema, a UMeHHO cepbe3Hoe OTCTaBaHue B
YMCTBEHHOM pa3BUTUMU, NpUCYLLA BCEM 6e3 UCKITIOHYEeHUA OonbHbIM. Mpu
AOCTMXEHUM NOAPOCTKOBOro BO3pacTa HeT LUAHCOB HU Ha NpPoAorkeHne
noTomMmcTBa (NonoBasi 3penocTb 0O0bLIYHO HE HACTYNaeT), HNW HAa BO3MOXHOCTb
paboThbl (Aaxe MexaHU4YeCKOU, He TpebyrLwen ocobbix HaBbikoB). CyLecTBYOT
crneuunanbHble UeHTPbI ANA yXoAa 3a AeTbMU C BPOXAeHHbIMU 3a6oneBaHUAMMU,
rae 6onbHbLIM C CUHAPOMOM JABapaca obecneynBaloT yXo4 U N0 BO3MOXHOCTU
CMOCOOCTBYHOT UX UHTENNEKTyanbHOMY pa3BuTuio. lNMpu ocTaTOYHbIX YCUNUAX
CO CTOPOHbLI Bpayen n poautesrien pedbeHok, NpoXuBLUMK OonbLue roga, MoXxeTt
Hay4YnTbCA yNblbaTbCs, pearnpoBaTb Ha ABMXXEHUE, CAMOCTOATENbHO
noaaepXvMBaTb NONOXeHWe Tena Unu NUTaTbcA (NPU OTCYTCTBUN MOPOKOB

CUCTEeMbI NULeBapeHus). Takum obpa3om, NPU3HAKU pa3BUTUSA BCe Xe
HaoOngarTCA.

Bbicokasa geTckas CMEepPTHOCTb Npu AaHHOM 3aboneBaHUU OOBLSACHSIETCA
GONbLUMM KONMUYECTBOM NMOPOKOB pPa3BUTUA BHYTPEHHUX OpraHoB. OHu
He3aMeTHbl HenocpeaACcTBEeHHO NMpU poXxXaeHUn, HO NPUCYTCTBYHOT NMPakKTU4Y€CKUN
BceX 00onbHbIX. B nepBble MecsUubl XXKM3HM AeTU OObIYHO YMUPAIOT OT



U3HU N Hannt

paboTe Bcex.
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[MpodmnnakTnyecknx MeponpuUsaTUn,
NO3BOMNAKOLLNX NpeaynpeuTb
pasBUTUE CUHOPOMA NpU
bepemMeHHOCTU, He CyLLeCTBYET.
EonHcTBEeHHas npodunakTndeckas
Mepa HarnpassieHa Ha paHHee
BbISBSIEHME rEeHETNYECKOro
HapyLleHUs, N0O3TOMY BCE BUAbI
ONarHOCTUKM OBbIYHO NPOBOAATCS Ha
1-2 TpumecTpe 6epeMeHHOCTH.
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‘ 1.Y4ebHUK oNna MEAULMHCKUX YYUNULL N KONNeopKen

® “OcHoBbl natonorun” (B.IN.MutpodaHeHko,.B.Anabun)
2.Y4ebHuk’MeguumHckas reHetuka CINloO (H.M.bo4kos)
3.CoBpemeHHasa MeguumMHcKasa aHUuKnoneams
4 .bonbluas meguumHckas aHuuknoneana(b.B.
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® %Db0%E0
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8 http://www.eurolab.ua/encyclopedia/505/49381/

& 9.http://www.ayzdorov.ru/lechenie_sindrom_edvardsa.p

hp

® 10.
http://www.polismed.com/articles-sindrom-ehdvardsa-pri
chiny-simptomy-diagnostika-lechenie.html ys
11. http://ligmed.ru/disease/sindrom-edvardsa/ ,

. 9 12.https://detstrana.ru/service/disease/pregnant/sindrom {8
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13. http://www.vse-pro-detey.ru/sindrom-edvardsa/
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