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CunHapom ,El,ayHa

« CuHapom [layHa (Tpmcomms no
Xpomocome 21) — ogHa n3 popm ‘ ' ”
reHoOMHOW naTosiornu, Npu KOTopou Yatie y 5
BCEro Kapunotun npencrasneH
47 XpOMOCOMaMMBMECTO HOPMarnbHbIX 46,
MOCKOSbKY XPOMOCOMbI 21-U napbl, BMECTO x ’ “ l ’ “ x “ ” "
HOpMarsbHbIX OABYX, NpeacTaBreHbl TpemMa  §
KOnnamu.

« CyuwiecTtByert eLle ase popmbl JaHHOIO h n M M l [ I x l l
CMHAPOMA: TPaHCIIOKaLMsA XpOMOCOMbI 21, ; .
Ha gpyrne XpomMocomsbl (HaLle — Ha 15,

pexxe — Ha 14, elle pexe — Ha 21,22 n Y- \
XpOMOCOMY) — 4 % crny4aeB, U MO3aUYHbI n l
BapuaHT cuHgpoma — 5 %. XX XX ARAN MM

19 20 2 22
Kapunotun CMHupoma [ayHa (Tpucomumga no 21-n nape
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VIcTopusa OTKPbITUSA

* AHrUcKknM Bpad [>xoH J1sHraoH
[1ayH nepBbI B 1862 roay onucan u
oxapakTepusoBarn CMHOPOM,
BNOCNEeaCTBMN HA3BaAHHbLIN Ero
MMEHeM, KaKk (QopMYy NCUXNUYECKOro
paccTpounctia. LLinpoko nasecTtHbim
NOHATME CTaro nocre onybnmMkosaHus
MM JOKnaga Ha 9Ty TeMy B 1866 roay.
3-3a anukaHTyca [layH ncnonb3osar
TEPMWUH MOH20/10U0bkI (CUHOPOM Xe
Ha3bIBaNnN « MOH20/TU3MOM»).

[1>xoH JlaHrooH dayH



ANMaenmMonorns

* CnuHgpom [layHa He saBndaeTcsa pegkou natoriornen — B CpeaHeM
HabnogaeTcs ogmH criydam Ha 700 poaoB; B AaHHbIA MOMEHT
bnarogaps npeHaTanbHOM AMarHOCTUKE YacToTa POXOEHUA OETEN C
cnHgpomom [layHa ymeHbLlumnach 4o 1 K 1100, Tak Kak y3HaBLUKE O
3aboneBaHuu nroga npubderatoT K abopTtam. Y obomnx nosios aHoManus
BCTpeYyaeTcs C OAMHaAKOBOWN YaCTOTOW.

« HacToTta poxaeHun geten ¢ cuHgpomom layHa 1 Ha 800 nnum 1000. B 2006
roay LleHTp no KoHTponto n npodunakTuke 3abonesaHnin OLLEHUIT €€ KaK
oAviH Ha 733 xunsopoxxageHHbix B CLUA (5429 HoBbIX criydaeB B rof). Okono
95 % K3 HUX N0 TpMcomMumn 21-n xpomocombl. CuHapom [layHa BcTpeyaeTca

BO BCEX STHUHECKMX Irpyrnnax n cpean BCex 3KOHOMNYECKUX KITaCCOB.



« Bo3pacT matepu BrinsIET Ha LLIAHCbI 3a4aTust pebeHKa C
cuHgpomom layHa. Ecnn maTtepu ot 20 40 24 NeT, BepOATHOCTb
3Toro 1 Kk1562, no 30 net — 1K 1000,0oT1350039neT —1K214,aB
BO3pacTe cTaplue 45, BEpPOATHOCTb 1 K 19. XOTb BEPOATHOCTbL U
yBENUYMBAETCS C BO3pacToM maTtepu, 80 % AeTeun ¢ AaHHbIM
CUHOPOMOM POXAAKTCH Y XXEHLWH B Bo3pacTe Ao 35 NneT. J10
00bsACHAETCHA boree BbICOKON POXAAaeMOCTbIO B JaHHOM
BOo3pacTHou rpynne. [1o nocnegHUm AaHHbLIM OTLOBCKMU BO3PAacCT,
0CODEHHO ecnu cTapLue 42 NeT, TakKe YBENUYNBAET PUCK
CUHOapoma.

* COBpeEMEHHbIE NccnegoBaHms (Mo COCTOSAHUIO Ha 2008 rof)
nokasanwu, 4To cnHagpom [layHa obycrnoBneH Takxe criy4amHbiMu
coObITMS MU B npoLiecce PopMnUpoBaHUS MOMNOBLIX KIETOK U/1nu
bepemeHHOCTU. [ToBeaeHne poantenem n akTopbl OKpYyKatoLLeN
cpebl Ha 9TO HMKAaK HE BIUALOT.
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[ padomk NokasblBaeT BEPOATHOCTb BO3HMKHOBEHUS cuHApoMa [layHa B 3aBUCMMOCTM OT BO3pacTa
MaTepu



[laTodunsmnonorus

« CnHpgpom [layHa — XpOMOCOMHas naTonorus,

XapakTepuayroulasacs Hann4mem AononHUTENbHbIX BE oo ==
KOMUN reHeTU4YeCcKoro marepuana 21-m XxpoMoCoMbil, Al == HAF - B8 =
NGO Lierolt XPOMOCOMBI (TPUCOMUSI), NGO eé =101 éé!! ...... -|- ii---EE‘- ,,,,, =
y4acTKOB (Hanpumep, 3a CYHET TpaHcokaumn). E! Q = = : N O EE o EN
[NocneacTBus OT HANMM4YMA AOMNONHUTENBHOW KOMUK BN EE == =E B-1-N- -
CWUJTbHO pasnnyaloTcs B 3aBUCUMOCTIN OT KOJIMYeCcTBa = H == EE = == T
) B
OOMNONMHUTENBbHOIO rEeHeTUYECKOro maTepuana, | wjw : , _ ; ;
FEHETUYECKOIO OKPY>XXEHNSI N YNCTON CNYyHanHOCTH. )
CuHgpom [layHa BCTpeYaeTCca KaK Yy Ntiofen, Tak n'y EE EE ua = _—
= T OSSR - ..... - ...... BB ..... a_s ..... B ....... :: ..... ——
Opyrux BuaoB (Hanpumep, Obl 06Hapy>XeH y 00e3bsiH  gm I: - =M-FE-|- - == ﬂ:
Y, . - - — - = ==
n mbiwen). B 2005 rogy 6putaHcKne nccneposateny mm OC EN ~I-==E-|- .
NONYYNNN aHEeYNIoOuUAHbIX TPAHCIEHHbIX MbILLEN C 4 - S — i
Hannymnem 21-1n YenoBe4YeCKON XPOMOCOMbI B - .
OOMNOMTHEHME K CTaHAApPTHOMY Habopy MbILLEN. R e =] o
o P+ EH::&EB ...... 88 ........ o ;.
HopManbHbIN YenoBevYecKuin KapuoTun cogepXxuT 46 e e MR e B WM
XPOMOCOM 1 0603Ha4aeTcs 46, XY y My>K4uH n 46, XX y = =Y ==
XKEHLLWH, B TO BPEMS KaK Y HOCUTENEN CUHAPOMA % 20 s 22 X X X

[ayHa c Tpucomumnen rno 21-m XpoMoCoMe KapmoTUM 3
COOEPXKUT 47 XPOMOCOM. KapunoTtun yenoseka c cuHgpomom [layHa. B 21-11 nape Tp

XPOMOCOMbI BMECTO ABYX TPW.



dopmbl cuHapoma [layHa

 Tpcomumsa — 370 HaNN4Yne TPEX rOMOSIOMMYHbIX XPOMOCOM BMECTO Napbl B HOPME.

* Puck poxxaernus pebéHka ¢ cnngpomom [layHa n Apyrummn YMCreHHbIMY
XPOMOCOMHbIMW @aHOManMsIMM PacTET C BO3pacToM MaTepu. ToUYHasi MpyymMHa 3T1oro
HEN3BECTHAa, HO, MO-BUANMOMY, OHA CBsi3aHa C BO3PaCTOM SINLIEKITIETOK MaTepM.

« TpucomMms NPOMUCXOOUT U3-3a HEPACXOXKAEHUSI XPOMOCOM BO BpeMsi ME03a, B
pesynbraTte Yero BO3HWKAET rameTa ¢ 24 xpomocomamu. Mpu crnvsHum ¢
HOpManbHOM raMeTolr NPOTUBOMOOXKHOIO Norna obpasyeTcs 3auroTta ¢ 47
XpOMOCOMaMMU, a He 46-10, Kak 6e3 TPUCoOMUM.

* Tpucommsa 0ObIYHO BbI3BaHa HEPACXOXOEHNEM XPOMOCOM Mpun popMmnpoBaHumn
NOSI0BbIX KINETOK poanTens (raMeT), B 3TOM Crly4dae BCe KIETKM opraHn3ma pebeHka
byayT HECTM aHOManuio.

* Tpucommna 21-1 XpoOMOCOMbI B 95 % crnyyaeB ABNAeTCA NPUYMHON BO3HUKHOBEHUS
cuHapoma [layHa, v B 88 % criy4yaeB 13-3a HepacXoXgeHUs XpoOMOCOM B
MaTepPUHCKOUN raMmeTe U B 8 % — OTLOBCKOM.



Mo3anunsm

*[1pn Mo3anum3ame HepacxoxaeHne BO3HNKAET B KNETKE
3apobllla Ha paHHUX CTagusax ero pasBuUTus, B pesynbraTte
4ero HapyLleHne KapuoTuna 3aTparmBaeT TONIbKO HEKOTOPLIE
TKaHW 1 opraHbl. [JaHHbIN BapuaHT passutua cuHgpoma dayHa
Ha3bIBaeTCHa «MO3anyHbin cuHgpom HayHa» (46, XX/47, XX, 21).
[laHHaa popma cuHapoma sIBAeTcs, Kak npasuio, 6osnee
nerkoun (B 3aBUCUMOCTU OT OBLLUNPHOCTN N3MEHEHHBIX TKaHen u
NX PacrnonoXXeHns B opraHn3ame), ogHako 6onee TpyaHa ans
npeHaTasbHON ANarHOCTUKW.

1o gaHHOMY TUnNy cuHOpom nosienseTca B 1—2 % cny4aes.



PobepTCOHOBCKME TpaHCoKaLumm

o [lononHuTenbHbIN MaTepuan 21-n XpoOMOCOMbI, Bbi3blBaOLLWNA
cuHppom [layHa, MOXET NoABUTLCA BCNeaCcTBUE
Hann4na PO6epPTCOHOBCKON TpaHCoKaLum B KapuoTune ogHoro 13
poauTenen. B paHHOM cny4dae ginHHoe nnedvo 21-1n XpoOMOCOMBbI
)n&mépenneHo K nnedy ,u,[a ron XpomMocomsbl (HaLle scero 14-n [45,
"der (14; 21) (a10; G 10)).

* PeHOTUN Y YenoBeka C BOﬁepTCOHOBCKVIMVI TpaHcnokauuamy
COOTBETCTBYET HOpMe. BO BpeMs penpoayKLmn HopManbHbIN MENO3
NOBbLILLAET LWAaHC Ha TPUCOMUIO 21-1 XPOMOCOMbI N POXKOEHUSA
pebéHka c cuHgpomom [ayHa.

 TpaHcnokaumm ¢ cuHgpomom [layHa 4acTo Ha3blBalOT CEMENHbIN
cuHgpom [ayHa. 9ta popma He 3aBUCUT OT BO3pacTa MaTepu.
[aHHbIN TUM noaBNeHNs cuHgpomMa 3aHnmaeT 2—3 % OT Bcex
Clly4aes.



[lynnukaunsa yact 21 XpoMOCOMB!

* OYeHb penko yvyacTtkn 21-1 XpoOMOCOMbI MOryT 6bITb YOBOEHbI
B pe3ynbTaTte XPOMOCOMHOMN nepecTtponkin. [pn atom
BO3HNKAIOT OOMOMHNTENbHbIE KOMUUN HEKOTOPLIX, HO HE BCEX
reHoB 13 21-1n xpomocombl. Ecnu npogybnupytoTcs
dparmeHTbI, 06ycnosnneatroLmne MU3NYECKNE U
ncuxosiornyeckune nposiefieHna cnHgpoma layHa, To pebeHok
POAUTCA C 3TUM CUHOPOMOM.

* Takne XpoOMOCOMHbIE NEPECTPONKN MPONUCXOOAT KpanHe penko,
N HE CYLLECTBYET OLEHKN NEPUNOANYHOCTU OAaHHOIo ABEHUS.



[lopoaoBasi AnarHocTuka cuHapoma
[layHa

* [IlpeHaTanNbHbIN CKPUHUHT — 3TO KOMIMJIEKC NCCNEaoBaHUN,
HanpaBneHHbIW Ha BbiABieHMe rpyoObiX HapyLLUEeHNU U
reHeTU4YeCcKux naTtonornn y nnoga. Ero nposogat bepeMeHHbIM
XXEHLLUMHAM, CTOSALLMM Ha Y4YeTe B XXEHCKOW KOHCYnbTaLlum.
iccnenoBaHUA NO3BONAIOT BbISIBUTb CaMble pacnpoCTPaHEHHbIE
reHeTn4ecKkue naronorun: cuHgpom [ayHa, cmHgpom 3aBapaca,

nedekTbl HEPBHOU TPYOKN.



Y3WU

* MHTepI'IpeTaLI,I/IFI pes3yrbraTtoB. Ha BO3MOXHbIN CNMHOPOM ,El,ayHa YKa3blBaloT:
-Heuopassmble KocTn Hoca. OHuK KOpo4e, 4HeM y 300POBbIX AETEN UMK MOSTHOCTLIO OTCYTCTBYIOT.

-LLlnprHa BOPOTHMKOBOIO NPOCTPaHCTBa NioAa npeebiwaeT 3 MM (B HopMme Ao 2 mm). Mpu cnHapome [ayHa
yBENUYNBAETCS MPOCTPAHCTBO MeXAY LUENHOWM KOCTLHO M MOBEPXHOCTLIO KOXM Ha Llee nroaa, B KOTOPOM
CKannmBaeTCs XXNOKOCTb.

-[neyeBble 1 BeiepHbIE KOCTU YKOPOYEHDI;
-KnucTbl B COCyanCTOM CNSIETEHUM FONNOBHOINO MO3ra; HapyLleHOo ABMXKEHME KPOBM B BEHO3HbIX NPOTOKaX.
-[oaB3aOLLUHbIE KOCTU Ta3a YKOPOYEHbI, @ Yyron Mexay HUMKU yBernndeH.
-Konumnko-temeHHON pa3mep (paccTosiHne OT MaKyLLKK nfioda 4o Konduka) npy nepsom Y3UM meHee 45,85 MM.
-Mopokun cepaua - aHomMmanum pas3BuTUS cepaevyHon MbiLLLbl.
» CyLLeCTBYIOT OTKITOHEHUS], KOTOPbIE He sBASATCS cumnToMmamMm 6onesHun [layHa, Ho noaTBepXaatoT ee Hanndme:
-yBEJINYEHHbI MOYEBOU NY3bIPb;
-yvauleHHoe cepauebnenune nnoga (Taxukapaus;
-OTCYTCTBUE O4HOM NYyNOYHOW apTepumn.

* Y3W cuutaetcsa goctoBepHbiM MeTodoM. MoaTtomy, ecniv Ha Y3 obHapy»xeHbl NoA0OHbIe NPU3HAKK, TO 3TO
FOBOPUT NILLIb O BEPOSATHOCTN OonesHu. Ecnu BbisiBNEH ogMH N3 CUMNTOMOB, TO BEPOATHOCTb NaTONOMM OKOIO
2-3%, ecnu e obHapykeHbl BCe NepeyvncreHHble NpU3Hakn, To pUck poauTb pebeHka ¢ cuHapomom dayHa 92%.



bnoxmmmnyecknm aHanms KpoBu

« Ha nepBom 1 BTOPOM TPUMECTpPE Y MaTepu 0epyT KpOoBb AJ1s1 BUOXMMMUYECKOTO ccrneaoBaHust. B Hel
onpeaensioT:

-XOPUOHMYECKUIM roHagoTponuH yenoseka (XIM'Y) ropMoH, KOTOPbLIV BbiAENSETCA NNnaueHTon B
opraHmame 6epeMeHHON KEHLMHBI.

-accoumMnpoBaHHbIn ¢ 6epemeHHocTbo 6enok A (PAPP-A). 3T1oT 6enok BeipabaTbiBaeTcs nnaLeHTou
Ha Ha4YanbHbIX 3Tanax 6epeMeHHOCTU AN NoAaBNeHNa ataku MaTeEPUHCKOro UMMYHUTETA MO
OTHOLLUEHWIO K NSioay.

-CBOOOOHbLIN 3CTPUOST — XKEHCKUIN CTEPOUAHBIN FOPMOH, BblpabaTbliBaeMbI B NilaLeHTE U3 rOPpMOHa-
npefLllecTBeHHMKA KOTOPbLIN BblAENAKT HaanovYe4yHnKM nnoaa.

-anba-detonpoTtenH (ADI) — 6enok, BbipabaTbiBaeMbll B NEYEHN N NULLIEBAPUTESTIBHOW CUCTEME
nfoga ans 3awuTtbl OT UMMYHUTETa MaTepM.

* [NepBbIK TPpUMeECTp ¢ 10-1 no 13-t0 Hegento bepemeHHOCTU. ViccnenytoT CeIBOPOTKY KpoBu Ha XY n
PAPP-A. 310 Tak Ha3biBaeMbl ABOUHOM TecT. OH cynuTaeTca bornee ToOYHbIM, YEM UccregoBaHne
KpOBW Ha BTOPOM TpumecTpe. Ero goctoBepHoCTb 85%.

» BTopown TpumecTp ¢ 16-1 no 18-to Heaento bepemeHHocTU. OnpegenatoT ypoeHb XY, ADI n
cBOOOAHbLIN 3CTPUON. ATO UCcregoBaHME NOyYnMno Ha3BaHMe TPONMHOW TecT. [10CTOBEPHOCTb 65%.



MIHTepnpeTauusa pesynsTaToB
BNOXMMYECKOro aHanms3a

» Pe3ynbraTbl 4BOMHOMO TECTA Ha NepBOM TPUMECTpPE:

-XI'Y 3HaumMTenbHoe npeBblleHne HoOpMbI (CBblile 288,000 MEQ/mMn) roBOpUT O reHETUYECKOU
naTonornu, MHOronnogHon 6epeMeHHOCTU, HENPaBUNbLHO NOCTaBNEHHOM CPOKe

bepeMeHHOCTH.
-PAPP-A cHnxXeHune meHbLe 0,6 MoM rosoput o cuHapome [layHa, yrpo3e Bblkubilla nnm
Hepas3BuBarLLeNncs bepeMeHHOCTH.

* Pe3yanaTb| TpOIZHOFO TE€CTa Ha BTOPOM TPUMECTPE:

-XI[ 'Y 6onee 2 MoM cBuaeTenbCcTBYET O pUcke cnHgpoma [layHa u cuHgpoma
KnanHdenstepa;

-AD[1 meHee 0,5 MoM moXeT roBopuUTb O HanNnumn y pebeHka cuHapoma [layHa nnm
cuHagpoma Dasapaca.

-CB0OOaHLIN acTpunon meHee 0,5 MoM cBMaeTenbCTBYET, YTO HAAMOYEYHUKN Y nNnoaa
paboTalT HeQOCTaTOYHO, YTO ObIBAET Npu cuHapome [ayHa.
* YTO6bI NpaBMIibHO OLEHNTb CUTYaLUIO Bpay OOSMKEH UMETb pe3ynbTaTtbl 000MX CKPUHUHIOB.

B aTom cny4yae MOXHO CyauTb O AMHaMUMKe poCcTa YPOBHSA rOPMOHOB. Pe3ynbTarbl aHanm3on

NnoaTBEPKAAOT BEPOATHOCTb POXAeHUNs pebeHka C reHeTn4eckom nartonornein. Ho Ha nx

OCHOBAHWUWU HEJIb3A CTaBNTb ANArHO3 «CUHAOPOM Ll,ayHa» TaK KaK Ha pe3yrbraTbl MOT'yT
NOBIMUATb pa3rindyHble MeJULNHCKWE Mnpenapartbl, NTpuHNMaeMble KEHLLMNHOWN BO BPEMA

bepeMeHHOCTH.



AMHMOLIEHTES

« OTO NpoLenypa oroopa
oKornonnoaHbIX BoA
(AMHUOTUYECKOWN XNOKOCTU) Ans
nccnenosaHud. I'log koHTponem
Y3W cneunanbHOW Urnom Mriog
OENatoT NPOKO Yepe3 XKNUBOT  marxa
U cBoA BRnaranuvwia v
HabupatoT 10-15 M XXUOKOCTN.

JTa npoueaypa cumTaeTcs
camoun 6e3onacHon n3 Bcex
MHBA3UBHbIX NCCIegoBaHUN.

" AMHMOTHYECKanA
Mnauyexta — 5 /" XWMOKOCTb




MIHTepnpeTauunsa pe3ynsrataToB
aMHMOLIeHTEe3a

* B amMHMoOTMYeCcKon XUaKoCT ODHapPYXMBAOT KNETKU nnoaa. B HMx
cogepXaTbCda BCe XpOMOCOMbI. Ecni B pe3yrnbsrate reHeTU4eCcKoro
aHanmsa BblsiBNAeTcsd TPU 21-X XpOMOCOMbI, TO BEPOATHOCTbL TOrQ, YTO
y pebeHka cuHgpom [layHa cocTtaBnseT 99%. Pe3ynbsraTbl TecTa byayT
rOTOBbI Yepes 3-4 AHS. Ho ecrnin kneTkam Heobxoanmo bonbLue
BpeMeHU 414 pocTa, TO NPUAETCA XAaaThb 2-3 Hegenu.

* BO3MOXHble OCITOXXHEHUS NMPU nNpoueaype:
-PUCK NpepbIiBaHNA bepeMeHHOCTH 1%.
-PUCK MHOMUNPOBAHUA 1% MUKPOOPraHM3Mamm OKONMONNoaHbIX BOA.

-nocrne 36 Heaernb, BO3MOXXHO Ha4ano poaoBon AeATenbHOCTU. Ha
No34gHUX CpoKax nobasi CTUMynaunsa MaTkm Unu CTPecc MoryT Bbi3BaTb
npexaespeMeHHbIE poabl.



KapooueHTes

 KopaoueHTes
— npoueaypa Gt
nccnenoBaHns
NyNOBMHHOW KPOBMW.
TOHKOW nrnoun aenasoT
NMPOKON B OPHOLLHON
CTEHKEe UNU LWeunKe
MaTKW. [log KoHTponem
Y3W BBOOAT Urny B
cocyd NynoBUHbI U
OTOMpatloT 5 MN1 KPOBU
Ons nccregoBaHus.

Y3-0amyuk




MIHTepnpeTauusa pesynsTaToB
KapaoLeHTe3a

* [lynoBUHHAA KPOBb COAEPKUT KINETKN, KOTOPbIE HECYT XPOMOCOMHbIN HABOP
nnoga. Hannuyme Tpex xpoMmocom-21 roBopuT o0 cuHapome [layHa.
[locToBEPHOCTb NUccneaosaHna 98-99%.

* BO3MOXHble OCINOXHEHUA KOPAOLEHTE3A PUCK PA3BUTUA OCITOXKHEHUN
MeHbLle 5%.

-3ameasieHne cepguebueHnsa y nnoaa
-KPOBOTEYEHNE N3 MEeCTa NYHKLUUW;

-reMaToMbl Ha MYMOBUHE;

-NpexaeBpeMeHHble poabl B TPETbEM TPUMECTPE;

-BOCNanuUTenbHbIE NPOLIECCHI, KOTOPbIE MOTYT MPUBECTU K NPEPLIBAHUIO
bepeMeHHOCTMW.



brnobcuna BOpcuH XopuoHa

* [lpouenypa B3aTUA 0bpasLa TKaHU
N3 MENKMX NanbLeodbpasHbIX
BbIPOCTOB Ha NnaueHTe Ans
nanbHeuwero nccriegosaHug. B
OpPHOLLHOW CTEHKE OCYLLECTBNAIT
NPOKon n buoncnumHom urnown depyT
obpasel ans nsydeHus. Ecnu sBpay
NPUHAN peLlleHne genaTtb Ononcuto
yepes LWenKy MaTkn, TO UCMOMNb3YIoT

TOHKNW rMOKuin 3oHA4. Pe3ynbsraThl —

nccrieqoBaHus oyayT rotoBbl Yepes -
7-10 gHen. [ns yrnybneHHoro
aHanu3a Heobxoaumo 2-4 Heaenw.

YnsTpassyxosas
ANATHOCTIKD |

(r

A Wnpwy 408 Guoncun
" BOPCAN XODHONa

Derocxonms
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MHTepnpeTaums pesynsratoB bnobcun
XOpPMOHa

» KneTku, B3ATble N3 XOPUOHA, cogepXaT Te XXe XPOMOCOMbI, YTO 1 nsiod. JTabopaHT nay4daeTr XpoOMOCOMbI: UX
KONUYecTBO 1 CTpoeHune. [pu obHapyXeHUn Tpex XpOMOCOM 21-1 Napbl BEPOATHOCTb cMHApoMa [ayHa y nnoga
npnbnmxaeTcs K 99%.

» Bo3amoxHble ocnoxeHust buoncum XOPUNOHa:

-CaMorpoun3BosibHOE NnpepbiBaHne 6epeMeHHOCTU NPU MPOKOsIie Yepes CTEHKY XKMBOTA PUCK COCTAaBIISET 2%, Yepes
LUEeNKY MaTKu 00 14%;

-6oneBble oWyLEHNS B MeCTe B3ATUSI 00pa3sua;
-BOCnaneHne obonoyek nnoga — XopuoaMHUOHNT;
-KPOBOTEYEHME;

-remaTtomMa B MecTe B3sTUS obpasua.

» XOTS MHBA3UBHbIE METOAbI JOBOSIbHO TOYHLIE, HO M OHW HE MOTYT AaTb 100% AOCTOBEPHbLIN OTBET, 6oneH nn
pebeHok. MoaTomy poanTenu BMECTE C Bpa4OM-TeHETUKOM AO0STKHbI MPUHUMATb peLLEHne: MPOXOANTb N
OONOSTHUTENBHOE UCCneaoBaHMe, NpepbiBaTb N 6epeMEHHOCTb N0 MEANLMHCKUM NMOKa3aHUSM UK COXPaHUTb
PEDEHKY XN3Hb.



[locnepoagoBada gnarHoCcTuKa

« OO6bIYHO cMHApoMy [layHa conyTCTBYIOT CrieyHoLine BHELIHWE

NPU3HaKWU:
-«Mockoe nnuuo» — 90 %

-6paxuvuedanusi (aHoManbHoOEe YKopoyeHue vyepena) — 81 %
-KOXHagA CKagka Ha Lee y HOBOPOXOeHHbIX — 81 %

-3MNKaHTYC (BepTUKanbHas KOXXHas CKnagka, npukpbliBaroLLas
MeauarnbHbIW Yros rnasHomn wenm) — 80 %

-rMNepnogBMXHOCTb CycTaBoB — 80 %
-MbllLeYHaqa rmnoToHna— 80 %
-NS10CKUI 3aTbINIOK — 78 %

-KOpOTKME KOHEYHOCTU — 70 %

-bpaxumesohanaHrus (yKopodeHue Bcex nanbLeB 3a CYET
Heoopa3BUTUA CpedHuX panaHr) — 70 %

-KaTtapakTta B Bo3pacTe cTtapwie 8 net — 66 %

-OTKPbITbIN POT (B CBSA3M C HU3KMM TOHYCOM MbILLL, 1 OCOBbIM
CTPOEHMEM HEDA) — 65 %

-3yOHble aHOManuu — 65 %

-KIMMHOAAKTUNNSA 5-ro nanbLua (MCKPUBNEHHBLIN MU3UHeEL) — 60 %
-apkoobpasHoe HEGO — 58 %

-nrnockasa nepeHocuua — 52 %

-6oposayaTthbin s3blKk — 50 %

-nonepevHas nagoHHas ckrnagka (HasblBaemMas Takke
«0be3bAHbeN») — 45 %

-KOpoTKasa Wwupokas wed — 45 %

-BINC (BpoxxaéHHbIN NOpoK cepaua) — 40 %
-KOPOTKNN HOC — 40 %

-cTpabusm (kocornasme) — 29 %

-Aedbopmauus rpyaHon KNeTkn, KuneBmnaHas unm
BOpOHKOoOOpa3Has — 27 %

-MUIMEHTHbIE NSTHA MO Kpatk paay»Xku = NsTHa bpywdunsaa —
19 %

-anucnHapom — 8 %
-CTEHO3 UNun aTpe3ns ABeHaauaTunepcTHOM KULWKN — 8 %

-BPOXOEHHbIN Nenko3 — 8 %.



IleyeHne cnHgpoma [layHa

« JleueHune cnHgpoma [layHa NoXXmM3HEHHOE, OHO 3aKroyaeTcsa He B M3baBneHnn ot
XPOMOCOMHOM NaTornorinn, a B Tepannmn ConyTCTBYIOLLINX 3ab0neBaHnn 1 NOPOKOB pasBUTUS.
anpumep, Npy BPOXKAEHHbIX NOPOKax cepAua NPoBOANTCS onepaLms.

* B neyeHnn geteun c cmHgpomom [layHa y4acTByeT rpynna pasfnyHbliX Bpaden-
cneunanucToB: neavartp, Ncuxuartp u NCUxornor,

Kapamonor, racCTpO3HTEPOIION, 3HAOKPUHOION, fiorone, OKynncT, CTOMaTornor U npo4due.

« Pogutenu geten ¢ cmHgpomom [layHa JOMmXKHbI MOHMMAaTb U 3HaTb, YTO AaHHas aHoOManus —
9TO HE NPUroBop, U, TeM Bonee, HUYBLEN BUHbI B POXAEHUMN NOOOOHOIro pebeHKa HeT.

« OCHOBHOE fle4eHme HanpaBneHo Ha coumanbHO-ceEMENHYIO aganTtaumto. [Npn TwartenbHOM
yXxo4e 1 TEpPNeHnn OeTn y4aTca NpPOCTbIM YENOBEYECKMM HaBblkaM (CUAOETb, XOOUTb,
roBopuTh). OHM MOTYT XOOUTb Kak B 06Leobpa3oBartenbHble, Tak U B crieynarnbHble LKOMbI
(>kenaTtenbHO B 00€). B 06bI4HOM LLKONEe pebeHOK yYNTCA OOLLEHNIO C APYIUMU OETbMMU,
pPa3BUBAETCA N CTPEMUTCH BO BCEM noAgpaxkaTb OfIHOKNAaccHMKam. BnocneacTeum tTakue aetm
MOryT Nony4nTbL cpegHee npodeccruoHanbHoe obpasoBaHue, [maBHoe B yxoae 3a
OCODEHHBIM pebEHKOM — 3TO BHUMAHUE U NI0OOBL poauTeNnen.




OcnoXXHEeHUSA M NMPOrHo3bl 6ONe3H

« K ocnoxHeHnam cuHapoma [JayHa oTHOCATCS:

-BPOXJEHHbIE NOPOKN cepaua;
-NHEKLMOHHbIe 3aboneBaHus;

-NeNKeMns;
-paHHASA aemeHuua (bonesHb Anburenmepa);

-0XXUpeHme.

* [1pogoMKNTENBHOCTb XXU3HW N0AEN C AaHHOW NaTONOMMMen HEBbLICOKA,
okono 49-50 nert, HO 3a nocnegHee BPeMSA OHa YBeNMYUNIach: eLle B
XX Beke Takue 0onbHble XuUnu npumepHo 25 net. OHM cnocobOHbI
co3faBaTb CEMbMW, HO MYXXYMHbI HE MOTYT UMeTb AeTeln. Kak npasuno,
nogn ¢ cmHgpomom [layHa nony4yaroTt cpeaHee obpasoBaHUE U

paborTy.



CuHapowm [aTay

« CuHapom Matay (mpucomus } K
13) — reHeTU4yecKkoe :
3aborneBaHue YenoBekKa, ) )
KOTOPOE XapakTepuayeTcs ¢
BO3HUKHOBEHNEM reHOMHOW %

MyTaLuW, @ IMEHHO TPUCOMUEN (M
Mo 13- XxpoMOCOMe.
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Kapuorun aepouxu ¢ cuaapomon IlaTay
(Tpucomusa 13-# xpomocomMer)



VicTtopus

* Tpucommsa 13 Bnepsble
onncaHa Jpasmycom
bapTonnHom B 1657 ropy.
XPOMOCOMHYI0 npupoay
3aboneBaHns BbisIBUIT OOKTOP
Knayc laTtay B 1960 ropy.
3aboneBaHne Ha3BaHO B €ro YecTb.
CuHppowm lNaTtay Tak>xe 6b11 onmncaH
Ons NJIEMEH C OCTPOBOB Tnxoro
okeaHa. CyuTaeTca, 4YTO 3TU cry4au
OblNn BbI3BaHbI pagniauoOHHbIM
3apa’keHneMm, rnossBMBLLVMMCS B
peaynbraTe UcnbITaHUN AOEPHOro
OpYy>Xus B pernoHe. Knayc [NaTtay



ATNONOMNSA U ANMMNOENMOIIOINN4A

* CuHgpowm lNaTay aBnaercda 4OBOSIbHO PeaKon NaTonormen — B
cpeagHem HabnogaeTcsa oanH crnydau Ha 7000-14000 ThiC. poaos.

* VImeloTcsa ABa UMTOreHeTUYEeCKUX BapmaHTa cuHapoma Maray:
npocTas TpUcoMus U pobepTcoHOBCKas TpaHCoKaLus.

« [lpyrne uMToreHeTn4eckne BapuaHThbl
(MO3aunLKn3M, N30XPOMOCcoMa, HepobepTCOHOBCKME
TpaHcnoKkauun) oOHapy»XeHbl, HO OHM BCTPeYatoTCs KpanHe

penko.



* KNnnHM4yeckas n natorioroaHaToMmnyeckas KapTUHbI NPOCTbIX
TPUCOMHbIX QOOPM U TPaHCMOKALUMOHHbLIX HE pasnuyaeTca. 75 %
criy4yaeB TPMCOMUN XPOMOCOMBbI 13 0DyCnoBrieHO NOABIIEHNEM
OOMONTHUTENBHON XpOMOCOMbI 13. Mexay 4acToToM BO3HUKHOBEHUS
cuHapoma [laTtay 1 Bo3pacToM MmaTtepu NpocneXXnBaeTcs
3aBUCUMOCTb, XOTH U MeHee CTporas, Yem B criydae cmHgpoma [layHa.
25 % cny4aeB Cl1 — cnegcrBue TpaHcoKalmMy ¢ BOBIIEYEHNEM
XPOMOCOM 13-1 Napbl, B TOM YMUCIIE B TPEX U3 YETLIPEX TaKNX Cry4vyaeB
MyTaums de novo. B 4eTBepTH criydaeB TpaHCnokauna ¢ BoBneYeHnem
XPpOMOCOM 13-/ Napbl UMEET HacNeOCTBEHHLIN XapaKTep C
BO3BpaTHbIM PUCKOM 14 %.

« CoOoTHOLLEHME MOSIoB npu cuHapome MNatay 6nmako K 1:1. [letn c
cuHgpomom [laTtay poxgarTca ¢ UCTUHHOW npeHaTanbHOu
rmnonnasmen (Ha 25 — 30 % HUXKe cpeaHNX BEMNMUYMH), KOTOPYHO HEMb34
OOBbSACHUTb HEDONMbLLON HEAOHOLLEHHOCTLIO (CpeaHUIN CPOK
bepemeHHOCTM 38,5 Heaernb). PUCK BO3HUKHOBEHNS 3TOr0 cCUMHApPOMaA Y
NOTOMCTBA yBenMiMBaeTca C BO3pacToM Matepu, 4OoCTUras nmka B
cpedHeM K 31 roay.



[TpossBNeHne 3aboneBaHnN

» XapakTepHbIM OCIOXHEHNEM DEPEMEHHOCTM NPU BblHALLMBaAHWKM Nrioda C
cnHgpomom [aTtay saBnsaeTcs MHOroBoAue: OHO BCTpevaeTcs noYvtu B 50 % cnyyaes
Cungpoma laray.

* [1pn cuHgpome MNMartay HabngaTCca TAXENbLIE BPOXAEHHbIE NOpokU, [leTu ¢
cuHgpomom [aTtay poxgarTca C Maccou Tena HKe HoOpMbI (2500 r). Y HUX
BbIABNAKOTCA YMepPeHHada Mukpouedanunsa, HapylweHue pa3Butnsa pasnmnyHbIx
otaenos LUIHC, HU3KnK cKoLLEeHHbIN NOB, CyXXeHHbIE rMa3HbIe e, pacCTOAHUE
MEXOY KOTOPbIMU YMEHbLLEHO, MUKPOMTanbMus n kKosioboma,

NOMYyTHEHWEe porosuLbl, 3anasLlag nepeHocuLa, LLIMpoKoe oOCHOBaHMeE HOCa,
nedopMMpoBaHHbIe YLLIHbIE PpaKOBUWHbBI, pacLlerniuHa BEpPXHEN ryobl 1

HEDa, nonnaakTunus, nekCcopHoe NosioXKeHMe KUCTen, KopoTkasa wwes. Y 80 %
HOBOPOXOEHHbLIX BCTPEYakTCH NOPOKM pasBUTUA cepaLa: AedeKTbl
MeXOKenyao4YKOBOM U MeXnpeacepaHon neperopoiok, TpaHcrnosuumnm cocyaos n ap.
HabntogatoTca prubpoKMUCTO3HbIE N3MEHEHUS NOAXKENYO04YHOW Xeresbl,
nobaBoYHbIe CENTE3EHKU, IMDpUOHanbHasa nyno4vHasa rpbika. [Noykm yBenmyeHsi,
NMEIOT NMOBLILLEHHYIO A0NBYAaTOCTb M KUCTbl B KOPKOBOM CI10€, BbISIBNISIFOTCS MOPOKU
pa3BuUTKUSA rnosiosbix opraHoB. [nsa CI1 xapakTtepHa 3agepka yMCTBEHHOIO
pa3BUTUA.



* B cBg31 C TAXKENBIMN BPOXKOEHHBLIMY NOPOKaMU pas3sBuUTna 60NbLUMHCTBO
eTen c CI/IHJ:%pOMOM [laTay ymmnpatoT B nepsble HeQenn nnn Mecsubl
(95 % — po 1 ropa).

» OgHaKo HEKOTOPbIE BOSIbHbIE XXNBYT B TEHEHME HECKONbKUX NET. bonee
TOro, B pa3BUTbIX CTPaHax OTMeYaeTcsa TeHAEeHUMSA YBENNYEHNUS
ngo&onx(mteanocm XKN3HN 60NbHLIX cuHAPOoMOM [laTtay no 5 net (okosno
15 % peten) n gaxxe go 10 net (2 — 3 % peten).

« OcTaBLWMeECS B XUBbIX CTpagatoT rmybokon nanoTmnen.

« [Ipyrrne cnHgpoMbl BPOXAEHHLIX MOPOKOB Pa3BUTUS
(cuHgpombl Mekkensa n Mopa, TpuroHouyedanma Onntya) No oTAeNbHbIM
Nnpu3Hakam cosnagarT ¢ cnHgpomom lartay. Pewarowmm oakTopom B
ONArHOCTUKE ABNSAETCA UCcnefqoBaHne XpoMocoM. LintoreHetnyeckoe
iccnegoBaHne NoKa3aHo BO BCEX Cly4Yasx, B TOM YMCle Y YMepLUUX OeTen.
TOYHbIN UNTOrEHETNYECKUN AnarHo3 Heobxoamm ansa NporHo3a 340p0BbS

OyayLwmx oeTen.



[lnarHocTtunka cmHapoma llaTtay

* Ha nepBOM aTane CKpUHWHra npomn3BoanTcs onpeaeneHue
brnoxnmmyecknx mapkepos (beta-XI'H, PAPP-A n gp.) n Y3WU-
nccriegoBaHme, Ha OCHOBaHMKM KOTOPbIX PpacCYMTbIBAETCHA PUCK
poXxaeHnsa 6orbHOro pebeHka Ans AJaHHOW XXEeHLUUHBbI.

o J)KeHLnHam, nonasLLMM B rpynnbl pucka, npeanaraeTcs
npoBegeHne MHBa3MBHOW NpeHaTarnbHON ANarHOCTUKW:

-bmoncumn BOPCUH XOpuoHa (8-12 Hegenw)
-aMHUoLeHTe3a (14-18 Heaenwu)
-KopAaoLueHTesa (nocne 20-n Hegenwu rectaunm

* B nony4eHHbIX 0Opa3yax matepuarna nnoga npoBoanUTCSA NOUCK
TpUCoMUU No 13-om XpOMOCOME METOAOM KapUOTUNMNPOBAHUA C
andodoepeHunanbHOU okpackom Xxpomocom unm KOe-TLP.



« Ecnun popooosas anarHoctuka cuHgpoma llartay no Kakmm-nmbdo npnymnHam
He NpoBOAUIachb, XPOMOCOMHAast aHOManua MOXeT ObITb 3anogo3peHa y
HOBOPOXXAEHHOIO HEOHATONIOMOM Ha OCHOBaHWNW APKUX KITMHUYECKUX 5
NPU3HaAKOB U AepmaTorpadpunyecknx nameHeHum. OgHaKo UMTOreHETUYECKNN
anarHos TpMcoMmnm 13 MOXKET ObITb MOSTy4YeH TOMNLKO Nocne onpeaeneHns
XPOMOCOMHOro Habopa pebeHka.

* HoBOpOXXAEHHbIE C NpeanonaraemMbiM UK YCTAaHOBNEHHBLIM AUAarHO30M
cnnapoma NaTay HykgarTcs B yriybrneHHOM KOMMNNekcHOM obcnenoBaHmm
ONS BbIABNEHNSA TAXKENbIX NOPOKOB Pa3BUTUA:

-axoKapauorpadoum

-Y3W opraHoB OpHOLLHOM NOSTIOCTU U NOYEK
-HenpocoHorpadoum

-KT ronoBHOro moara u gp.

o [1ns onpeaeneHnst nokasaHum K onepaTtMBHOMY JIEYEHUIO, B MEPBYIO
oyepenb, HeobXoaMMbl KOHCYNLTaUMKM AETCKOro Kapanoxmpypra u 4eTckoro
Xupypra obuiero npodpuns.



JleyeHue

* /IcnpaBnTb XPpOMOCOMHbIE HapyLLUeHNs HEBO3MOXHO, MO3TOMY
BO3MOXXHOCTU MeAULMHCKON MOMOLLM OEeTAM C CUHOPOMOM
[TaTay orpaHnyeHbl 1 CBOAOSATCA, rMaBHbIM 00pa3oMm, K
opraHusaLmnm XxopoLlero yxoga, nosIHOLEHHOro NMTaHus,
npodounakTnke NHAPEKUMN, ODLLEYKPENMAOLLEN U
CUMNTOMATUYECKON Tepanun. Xmpypriumyeckasa nomMollb MOXeT
noTpeboBaTbCs Ans yCTpaHEHUSA BPOXAEHHbLIX MOPOKOB cepaua,
pacLlienuH nuua mn ap.

 [leTn ¢ cuHapomom laTtay HaxogaTcs noa HabnogeHnem
MHOXXEeCTBa CrneumnanucTos.



[1pOrHO3bl U NpodUNakTuKa

* B bonbLlInHCTBE criyvaes nnog cuHapomom llaTtay nornbaer
aHTeHaTanbHO Unun poXxxgaeTtca MmepTBbiMU. 2KNBOPOXKOEHHbIE
OEeTU TakKe UMET HeDNaronpusaTHbIM NPOrHO3 Ans Xn3Hu. B
OOSbLUMHCTBE CriyvaeB NPOLOITKUTENTIbHOCTL UX XXU3HU He
NpeBbILaeT 0gHOro roga.

* Cneundonyeckme metoabl npodunnakTukn cuHgpoma llartay He
pa3pabdoTtaHbl. [1pn HanNnM4YMM XpoMoCOMHbIX 3aboneBaHnin B
npeabliayLmx NOKONEHUAX UMK CriyYaeB MEPTBOPOXOEHMUS
nepen nnaHnMpoBaHnemM bepeMeHHOCTU poanuTenssM HeEOOXoaAnMO
NPONTN MeOUNKO-reHETUYECKOro KOHCYNbLTUPOBAaHUE.



