FOY CINO « Opcknn MeaANLUMHCKUIN KOSeax»

OOyuarormuii aAbOOM IO T€EHETUKU

CI/IHI[p()M Jlayna

BbinonHunu: ctyaeHTbl rpynnbi 21
(26p.)

lNpoBepun: npenoagaBaTesib BbiCLUEN

AP)ID\H kateropuu buwrosa H. .
CYALDA '




Uro Takoe cuHApOM AayHa?

camasi pacnpocTpaHéHHasi reHeTu4Yeckas aHomMarnms.

BPOXAEHHOe HapyLleHue pa3BuTUusi, NposiBnsitoLleecs
YMCTBEHHOW OTCTaNoCTbI0, HApYLLeHUEM POCTa KOCTeln u
Apyrmmu domanyeckMmMu aHoManusimu.

oAaHa n3 popmMm reHOMHOM NaToNorMun, NP KOTOPOU YaLle BCcero
xapuoTunofHa N3 opmM reHoOMHOM NaTOSIOrMU, NPU KOTOPOMU
Yaue Bcero kapuotun npeactaBneH 47 xpoviocomavii BMECTO




U3 uctopum...

* IbxoH JlaHrgoH XanaoH [layH — y4eHbIu,
BNepBble ONUCaBLUUN criapon Aayia U
Ha3BaBLUWW €ro "MOHIoNU3M«, a TaKXKe
NpPeanoXns oLNOOYHYO TEOPUIO PAacCOBOU
perpeccuu,. Ha camom gene cMHapom
[1ayHa He cBA3aH C pacoBbiMU
0COBEHHOCTAMN N BCTpeYaeTcs y
npencraBuTeneun Bcex pac. Pammnus
OOKTOpa coBnagaeT C aHIMMUCKUM CIOBOM,
obo3HavatoWwmm "BHM3", B pe3ynbraTte Yero
BO3HWUKNO MonynapHoe 3abnyxageHme o cyTu
cnHgpoma [layHa (yMCTBEHHOW OTCTaNoCTK)
— O[1HAKO CMHAPOM Ha3BaH Tak B 1965r.
TONbLKO MO UMEHU COOCTBEHHOMY, De3
OOMNOMHUTENBHbLIX KOHHOTAaLWN.

- CnoBo "cuHapoM” o3Havyaet Habop Ha puc.
MPU3HAKOB UIN XapaKTepPHbIX YepT. aHrMUIACKNN
CuHapom [layHa, kak nokasan B 1959 roay YYEHbIN [)KOH
dpaHLy3cknu ydeHbin Kepom JlexeH HayH

(Lejeune), - 9TO reHeTU4YECKOe COCTOsIHME,
KOTOpOe CyLeCcTBYeT C MOMEHTAa 3a4aTus
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- BonesHb [layHa A Tapa
BCTpeyaeTcs B 1 cnyyae N
Ha 500-800 "
HOBOPOXXOEHHbIX.
N3yyeHune kapuoTtmna
BOSIbHbIX CUHAPOMOM
[layHa nokasasno Hanuyume

B XPOMOCOMHOM Habope [fe—m

TameTH

gononHuTensHom 21 rauer ..
XpPOMOCOMHbI, T.€. Hopmanenaa Hopuansnaa
TPUCOMMUIO MO 3TOW Lt o
YNonmoc.Oonme . ' i
Tpucomusa Mowmocomus
=
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* TeAo yeAOBEKA COCTOUT M3

MUAATOHOB KAETOK, KAKAAA U3
KOTOPBIX OOBITHO COAECPKUT 46
XPOMOCOM. XPOMOCOMBI
PACIIOAOKEHBI ITAPAMH -
IIOAOBUHA OT MaTEPH,
IIOAOBHHA OT OTIIA. Y AIOAEHU C
cuaapoMoMm Aayaa B 21-11 mape
IIPUCYTCTBYET AOIIOAHUTEAbHAA
XPOMOCOMa, BCACACTBUE Y€TO, B
KAETKAX OKa3bIBaercd 1o 47
xpomocoM. [ lpu atom y
POAHUTEAEN, KAK IIPABHAO,
HOPMAABHBIN T€HOTHIL.




PDopmbl cuHApOMa AayHa

* [MpumepHo B 95 % cny4yaeB BO3HUKAET
HeHacneaCTBEHHbIVM BapnaHT bonesHn — npocTtas
nonHas Tpucomusi 21 xpomocomsl, 0bycrnoBrneHHas
HepacxoXaeHnemM XpoOMOCOM BO BPEMSI vciiosa.

* [MpumepHo y 3 % 6onbHbIX HABNIOAAETCS nvosarsy (He
BCE KMETKU coaepxaT NMULLIHIOK XPOMOCOMY).

* B ocTanbHbIX cnyyasax cMHOPOM Bbi3BaH criopagnyeckou
U HacnegyemMou rparcaoxanviciiB OCTanbHbIX Cry4yaax
CUHOPOM Bbi3BaH criopagnyeckon Unm Hacrnegyemou
TpaHcnokauunen 21-n xpomocombl. Takne TpaHcnokaLuum
BO3HUKAIOT B pe3ynsrare CINAHNS rerpovieps: 21-1
XPOMOCOMbI U ApYron akpoLeHTPUYEeCKON XPOMOCOMBbI.




Buaeimmmaue IPU3HAKHA

«nnockoe nuuyo» — 90 %

Opaxunechasus (AHOManNbHoOe yKopo4yeHue yepena) — 81 %

KOXXHasl CKNnagkKa Ha wwee y HOBOpOXAeHHbIX — 81 %

MOHronouaHbin paspes rma3s — 80 %

Mou4KM yLien nnoxo pa3BuUTbl U OKa3biBarOTCA NPUPOCLLUNMMU.

3MUKaHT (BepTUKanbHasa KOXXHaA CKnagka, NpuKpbiBaloLwas MeauanbHbin yron rnasHon wenu) — 80 %
rmnepnoaBMXHOCTbL cyctaBoB — 80 %

Mbiwe4vyHasa runotoHna — 80 %

NMOCKUK 3aTbINOK — 78 %

KOpOTKNe KoHeyHocTn — 70 %

Gpaxumesodaranrus (YKOPOYEHUE BCEX NanbLeB 3a cHeT Hegopa3BUTUsA cpeaHux danadr)- 70 %
xarapaxkTa B Bo3pacTe ctapwe 8 net — 66 %

OTKPbITbIU POT (B CBA3U C HU3KUM TOHYCOM MbILIL, U OCOObIM CTpOeHueM HeEBa) — 65 %
3ybHble aHomanuu — 65 %

KAMHOA2KTHAUA 5-FO Nanbua (MCKPUBMEeHHbIW Mu3nHel) — 60 %

apkoobpa3sHoe («roTuveckoe) uéco — 58 %

nnockas nepeHocuua — 52 %

6opo3a4aTbin asnixk — 50 %

nonepeyvyHas nagoHHasA cknaaka (HasbiBaemMas Takxke «obe3bsiHben») — 45 %

KOopoTKas wupokas wea — 45 %

BIC (BpoxaeHHbIW Nopok cepaua) — 40 %

KopoTkum Hoc — 40 %

cTpabusmCTPAOU3M = xocoraasue — 29 %

Aedopmaumna rpyaHon KneTku, KuneBugHas unm BopoHkoobpasHasa, — 27 %
NMUIrMeHTHbIe MATHA NO Kpar paayXku = natHa bpywdunbaa — 19 %

snucuaapom — 8 %

CTEeHO3 unu atpe3ua 12-nepcTHon KNWKN — 8 %

BPOXAEHHbIN srciikos — 8 %.




* MoHronongHbI *XapaKTepHas
paspes rnas nonepeyHas ckrnagka

Ha J1adoOHU
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*3yOHan aHomanua

°[lnockoe nuuyo
*KopoTKnmn HoC
*KopoTtkas wes
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[MpeaumnnaHTaLlMOHHasA reHeTUYeCKas
anarHocTuka

*CyTb METOAUKM 3aKNOYaeTcs B
npoBeneHNN reHeTN4YecKoro
TecTUpoBaHUSA 3IMOPMOHOB A0
nepeHoca nx B NOJSIOCTb MaTKU
XXeHWMHnHbI. TecTupoBaHue
Nno3BONAEeT onpeaerninTb, Kakne u3
3MOpPUNOHOB, 'TeHETUYECKMU
300poOBbLI'", a Kakue cogepxar
noBpexaeHHble reHbl. Ansa
nepeHoca B MaTKy MaTepu
OTOUpalOTCA TONbLKO "3a0poBble”
3MOpPUOHBLI, HE NMeloLLIne reHOB,
nepenaroLwmx HacreacrBeHHbIe

3aborneBaHus i



JonnepomeTtpus

OAauvH 13 obuwenpusHaHHbIX METOAOB
npeHaTanbHOM ANArHOCTUKN -
donnnepoBckoe nccriegoBaHue
(oonnnepomeTpus, gonnneporpadus) -
SBNseTCs pasHoBuaHocTho Y3W. OT1a
npoueaypa 6e3bonesHeHHa n 6e3BpegHa Kak
Onga matepu, Tak u ans nnoaa.
[donnnepomeTpusi npoBoAMNTCA OTAENbHO
N 3adacTyto ogHoBpeMeHHo ¢ Y3W. [1ns ee
npoBedeHnst Heobxoauma cneunansHas
aonnnepoBckas npuctTaeka K Y3-annapaty

Popma KpOBOTOKa B
apaHUneBOM NpPOTOKe
npu gonnsepomMeTpumn.
BBEpPXY: HOpMa

BHW3Y: Npu Tpucomunm 21
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YapTpacoHorpadus

*‘TpexmepHasa ynsTpacoHorpacgpua B
NOBEPXHOCTHOM pexunme
MUCNOoJib3yeTCA, Koraa npu 4By XMepHOM
nccriegoBaHMM BO3HUKaeT Nogo3peHune
O HanNu4Yuu aHomanun. 3To Aaert
BO3MO>XXHOCTb, 0OCOOEHHO Npun NopoKax
pa3BUTUA NULa U KOHEYHOCTEM,
noaTBepaAUTb U YTOYHUTL AUArHo3.
Ansa ycnewHoro Ucnosnb30BaHUsA
MeToAa BaXXHO UMEeTb XopoLuee 3HaHue
HOpMaJsibHOU TPEeXMepPHOU aHaTOMUM
nsoaa B NOBEPXHOCTHOM pexmme.

a) - CUHOPOM
[lavHa



YnbTpassyk

Amunorenres - 3TO Hanbonee
pacnpocTpaHeHHbIN METOA
ONarHoCTMKM cmHapoma dayHa,
OLHAaKo OH TpebyeT BBeAEHUS PP e
ONWHHOWM UMbl Ana 3adopa npobbl 3 _ Oranonnoansie
kneTtok nnoga. B 1% cny4yaes aToT S &z
METO NPUBOAUT K BbIKUAbILLY.

AMHUOLEHTE3

QKcnpecc-anarHocTmka
cuHapoma [layHa Ha paHHUX

CpoKax bepeMeHHOCTHN BKtoYaeT
B cebsa aHann3 KpoBu B NEPBOM

TPUMECTPE U YNbTPa3ByKOBOE
nccrnegoBaHme.




PDaxkTOopBI pUCKaA

BO3PACT MaMBI 35 I DOAEE AET;

POKAEHHE B IIPOIIIAOM PEOEHKA C XPOMOCOMHBIM
3200AEBAHUEM;

HAAWYHAE § OAHOTO U3 CYIIPYIOB HEKOTOPHIX
N3MEHEHUU B CTPYKTYPE XPOMOCOM;

CHCHH(bH‘I@CKI/Iﬁ N3IMCHCHUA HPI/I OHpGACACHI/II/I

yposuent ADII, XI'Y, PAPP-A B kpoBu matepu;

OIIPEACAEHHBIE YABTPA3BYKOBBIE IIPU3HAKN,
OOHAPYKEHHBIE IIPU OOBIYHOM YABTPAa3BYKOBOM
ICCAEAOBAHIH IIAOAAQ.



CoBeThl OepeMeHHBIM >KEHIITMHAM

NU3beratb nHdekumnm, Takmx
KaK KpacHyxa, nopaxatowias
cepaue, 3peHue U crnyx
nnoaa.

He NMPUHUMATDb CMNPTHLIX
HAlNMUTKOB.

CoBeToBaTbLCS C Bpayuom
npu npuemMe JfieKapcTB.

He KypuTb, TaK KaK y
KypSLwWnx matepeu
poxaarTcs AeTun c
MEHbLUMM BECOM, Y HUX
Fflerko BO3HUKaroT
npoobrnemMbl C yCBOEHUEM
NMULWUA U OHU OonbLue




JleyeHue

* | lpeATIpHHUMAAUCDH IIOIBITKA
AEYHUTH ACTEH C CHHAPOMOM
AayHa TOpMOHAMHA IITUTOBHAHOM
’KEAE3BI ¥ THIIO(PHU3a, OAHAKO 3TH
METOABI HAXOASTCSA ITOKA HA
craany pazpadotku. Kak m Apyrue
YMCTBEHHO OTCTAABIE ACTH HX
YPOBHSA, OOABHBIE C CHHAPOMOM
AayHa ITOAAAFOTCA OOYIECHUEO
OBITOBBIM HABBIKAM, KOOPAMHAITAN
ABITKEHHUU, PEYHU U APYTUM
IIPOCTBIM (DYHKITHAM,
HEOOXOAUMBIM B IIOBCEAHEBHOI
YKUSHI.




MnnoTepanua

* C momomipro HOIoOTEPAITUN
aeuart aerteit ¢ ALILL, ayrusmom,
CHUHAPOMOM AayHa U 3aA€PIKKOU
ncuxuueckoro paspuruda. Ilpu
BEPXOBOU €3A€ HAIIIE TEAO
ABHUTAa€TCA, KaK IIPU XOABOE.
Aacke ecan peOEHOK He XOAAYN,
OPraHN3M ABTOMATHUYECKH
dopmMupyeT HOBPE>KACHHBIE
HeHpOHHBIE CBA3U. Bo-BTOpPHIX,
y AOIIIAAM TEMIIEPATYPA TEAA
B CPEAHEM BBIIIIE€ UYEAOBEYECKOM
HA OAHH I'PAaAyC, II03TOMY TEAO
paccaabaAeTcsa, CHUMAETCA
CIIACTUKA (PKE€CTKOCTH MBIIIIIT),
U MO>KHO Harpy>kaTb peOeHKa
AQABHEMIIINMH YHPASKHEHUAMH.
YXOAUT 1 3MOIIMOHAABHBIN
3axuM. BeaAp 2xkuBoTHOE HE AaeT
HUKAKOM OIIeHKU, U pebAaTa
YyBCTBYIOT C€0s yCIIEHTHBIMH.




IIlocAaeAacTBUA

* boapmmuECTBO MyKuHH ¢ cmHApOMOM AayHa
oecraoaHEL [ lo kpaitaen mepe 50 %o xeHIITHH C
cuaApoMoM AayHa MOryT UMeTh Aetert. 35-50 %o
AETEU, POKAEHHBIX OT MATEPEU C CHHAPOMOM
AayHa, pOKAAIOTCA C CHHAPOMOM AayHa HAT
APYTIMH OTKAOHEHUSAMH.

* OOABHBIE CHHAPOMOM AayHa peKe IMEFOT
paxkosble onryxoan. Buaumo, 21-aa xpomocoma
COAEPIKUT TE€H-' TAVIIIITEAD OITYXOACH ', U
HAAMYHE TPETHEN KOIIMU T€HA OOECIIEINBACT

AOIIOAHHUTEABHYIO 3aIlTUTY HPOTI/IB paKa.



Muds1 u paxrsl

- MWN®- oHM HE cNOCODOHbI UCMbITbIBATb
HaCcTosILLEN NPUBA3AHHOCTU, OHU arpPeCCUBHbI
N Bcerga BCeM A0BOSIbHLIL. B ntobom cnyyae
OHW HE paccMaTpuUBalOTCH Kak NMIMYHOCTM.

* OAKT- KoahhnLMEHT NHTENeKkTyansHOCTy
OonbLIMHCTBA Ntofen ¢ cuHapomomM [layHa
HaxoamnTcs B 06ractun, KOTOpOM COOTBETCTBYET
CpeaHsIsA CTENEHb 3aEPXKKN B pa3BuTun. letu c
cuHgpomom [layHa obyyaeMmbl.

Y pasHbIx nogen ¢ cuHapomom [layHa pasHbie
YMCTBEHHbIE CMOCOOHOCTH, pa3HOe NoBedeHNE
n pusnyeckoe passutme. Kaxabin yenoBek
obnagaeTt yHUKanbHOM
WHAWBUAYANbHOCTbLIO, CMOCOOHOCTAMU U
TanaHTamu.

Jltogn c cuHopomom [dayHa moryT ropasgo
nydule pasBnTb CBOU BO3SMOXHOCTU, ECITN OHU
XUBYT AoMa B aTmocepe nobeun, ecnn B
OETCTBE OHU 3aHUMAKOTCA Mo NporpaMmmMam
PaHHEW NOMOLLN, €CIIU OHWU NONYy4aroT
cneunanbHoe obpasoBaHune, Haanexawlee
MeONLMHCKOE 0OCyXXMBaHUE M OLLYLLAIOT

FMTNDIATIADLIND NTLINITIQDWLUIAOD f\ﬁl 1HOQONATDN
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3HAKOBBIU IIAAKAT

akums «Jlrogm Kak nrogm,
TONbLKO C CMHAPOMOM [layHa»?
OHa Obina opraHu3oBaHa
onarorBopuTesibHbIM POHAOM
Downside Up n ausaunH-6ropo
Ostengruppe n nmeet oopmar
nepeaBUXHOWU BbICTaBKU
nnaxkarta. B MOCKOBCKOM
«Knyo6e Ha BpecTckon» akuusa
cTtaptoBana ¢ 21 maprta. OHa
npu3BaHa U3BMEHUTb
HeraTMBHOE OTHOLUEeHue
obwecTBa K NoasM C
cuHapomom [layHa, ¥ ALOHeCTHU

rmaBHYIO MbICHb: 3a00Ta, | noau
NnoOo0BbL U NOHMMaHWe OaroT | KAK
AEeTAM C TaKUM CUHOPOMOM z y  NH0AU
pearnbHbIV LUAHC BECTU TOJIbKO

MOMTHOLIEHHY0 XU3Hb. ﬁgml{-'lPUMUM




