KAMHUNKO-TeHeTnyecKas
XaPaKTepPUCTUKa CUHAPOMA
[1aTay




CuHAapom [laTay

‘0 XPOMOCOMHas aHOMa/nSA, CUHAPOM MPU KOTOPOM Y MaLMeEHTa ecTb
NONHUTENIbHAA 13 XpOMOCOMa, B CBA3UM C HEPACXOKAEHMEM XPOMOCOM BO
2MA Meiro3a (TakKe U3BeCTHbIN KaK Tpucomuna 13 u tpucomma D). Puck
3HUKHOBEHMUSA 3TOro CMHAPOMA Y NOTOMCTBA YBENNYMBAETCA C BO3PACTOM
Tepu npu bepemeHHocTn (B cpeaHem ¢ 31 roaa). CuHapom lNatay
naXKaeTt npumepHo 1 yenoseka 13 10000 HoBopG




ICTOpPUA

pucomusa 13 Bnepsble 6bina onncaHa Tomacom baptonnHu B8 1657 roay,
) XPOMOCOMHbIN XapaKkTep 3aboneBaHma bbin yCTaHOB/IEH A-POM
naycom lartay B8 1960 roay. bonesHb Ha3BaHa Ha ero Yectb. CMHAPOM
aTay Obln TaKKe onNucaH y NJ1emMeH 04HOro TUXOOKEaHCKOro OCTpoBa.
{UTANI0Cb, YTO 3TU C/Iy4an OblIM BbI3BaHbl paauaLmen oT UCMbITaHUM
"'OMHbIX 60Mmb.




TPUYUHGI

IpUYMHOM NoaBAEeHNA cuHApoMa [MaTay aBnaetca Tpucommsa 13,
aXKa4aA K/NeTKa Tesla UMeeT TPU Konmn 13 Xxpomocombl BMeCTO
ObIYHbIX ABYX. [laHHOE 3ab0/1eBaHME MOXKET TaK¥Ke BO3HUKATb, KOraa
acTb 13 xpomocombl NPUBA3bIBAETCA K APYron XpOMOCOME
TPAHC/IOKYETbCA) A0 UK B MOMEHT 3a4aTtusA. B 6oablUMHCTBE CayYaeB

J

nHapom NaTtay He HacneayeTcA, @ BOSHUKAET
 npouecce popMMPOBAHUA NONOBbLIX KNETOK |
nepmaTo3omnaos).




Cungpom Natay moxeT 6bITb YHac/1ie40BaH B CBA3U C TPAHC/IOKALNEN.
310POBbIN YETIOBEK MOXKET HECTU U3MEHEHHbIN FreHEeTUYECKUU
MmaTepuan mexay 13 n gpyrmmm Xxpomocomamu. Ta NepecTpomKa
Ha3biBaeTcA cbaNaHCUPOBAHHOM TPAHCAOKALMEN, MOCKONbKY HE bblno
NoJly4eHO AONONAHUTE/IbHOIO MaTepmana ¢ 13 xpomocombl. Jlioan,
ABNIAIOLLMECA HOCUTENAMM AAHHOIO TUMNa, HAXOAATCA B 30HE
NOBbILLEHHOIO PUCKA POXKAEHMA AETEN C 3TUM 3aboneBaHMEM, XOTH
OHW N HE UMEIOT NPU3HAKOB CUHApPOMa [laTay.
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PBHAA CNUCTEMA

K/IOHEHUA NMCUXNYECKOTO U
‘OPHOr0 PasBUTUA;

IKpouedpanus;

nonpo3aHuedanms (HapyweHue
)MUPOBAHUA NOAYLIAPUIA MO3ra);

OVKTYPHble AedeKTbl 133, B TOM
ne MUKPoPpTaibMmA, aHOMaNUS
epca, KaTapaKkTa, Konob,

N1a3mMa UM OTCN0EHME CETHATKMN,
COPHbIN HUCTarm, npobKoBas
epto 3peHUa U rmnonsiasmsa
Te/IbHOro HEepPBa;

*HUHroMmmenouene
AHHOMO3roBow aedeKT)

S,



DCTHO-MblWeYHble N KOXHbIE:

ANAAKTUANA («ANLWHUE NaNbLbI»)

3KO NOCa*KeHHble U AedOPMUPOBAHHbIE
ible PaKOBUHbI;

ICTYNAaOLWaA NMNATKA,

dbopmaLma HOrM, cTona BbINAAUT Kak
eNA;

\panouene (bptolwHo aedeKT, nynoyHasa
Xa);

OMa/IbHbIN BN, KUCTMU;

PeKpbITME NanbLamn 60bLLIOTO NanbLa;

OXOEeHHOEe OTCYTCTBUE KOXMU
YTCTBYIOT Y4aCTKU KOXM / BONOC);

NYbA NACTb, 3aA4bA ryba (pacwenneHue
a).




PDOIreHnTasibHble N APYIne.

HOMaJlbHblE TEHUTA/INN,

edeKTbl NOYEK;

OPOKM cepaua (aedeKkT
K KENYJ04YKOBOM

PErOPOAKMU);
JHa NYNOBMHHAA apTepus.



MNarHOCTUKa

lpeHaTa/ibHaa AMArHOCTUKaA.

) NEPBOM 3TaNe CKPUHUHIA NPOU3BOAUTCA OnpeaeneHune
I0XMMUYECKMX mapkepos (beta-XI4, PAPP-A u ap.) n Y3U-
c/nefoBaHMe, Ha OCHOBAHMM KOTOPbIX PACCYUTLIBAETCA PUCK POXKAEHUSA
IbHOTO pebeHKa ANa AaHHOMU XKeHLWMHbI. KeHLlMHam, nonasLwum B
yNNbl PUCKa, Npeasiaraetcsa nposeaeHmne MHBa3nBHOM NpPeHaTa/IbHOM
1arHOCTUKMN: BUoncmm BOpCcUH XopmnoHa (8-12 Heaenn), amHUOLEHTE3a
4-18 Hepenn) nnn KopaoueHTtesa (nocne 20-1m Heaenu rectaumn). B
JIYy4eHHbIX 06pa3uax maTepuana naoaa NPoBOAUTCA NOUCK TPUCOMMUN MO
-0 XPOMOCOME METOA0M KapUoTUNUPOBaHUA € AUddEPEH A
packon xpomocom mau KO-TLP.




MNarHOCTUKa

M A0POA0BaA AMArHOCTMKA cMHApPoma NaTay no KakMm-nnbo npmuymnHam
' NPOBOAMNNACH, XPOMOCOMHAA aHOMa/IMA MOXKET ObITb 3aN0A03peHa Y
BOPOXKAEHHOIO HEOHATO/IOFOM Ha OCHOBAHUM APKUX KAUHUYECKUX
M3HAKOB N AepmaTorpadpmuyeckmx UsMeHEeHUN.

)BOPOXKAEHHbIE C NpeanoaaraemblM UM YCTAHOBAEHHbIM AUArHO30M
HApoMma laTay HyKAatoTcA B Yyr1y6AeHHOM KOMMN/IEKCHOM
CNeJ0BaHMM ANA BbISBNEHUA TAXKENbIX MOPOKOB Pa3BUTUA
<OKapaunorpadpumn, Y3 opraHoB OpOLLIHON NONOCTU U NOYEK,
MmpocoHorpadumun, KT ronoBHOro mosra u ap.).




evyeHne

yeHne cnHgpoma llaTtay cocpegoToumBaeTca Ha KOHKPETHbIX

13UYeCKUX npobnemax, C KOTOPbIMU poxKaaeTca pebeHoK. MHorme aetu
PIOTCA 33 BbIXXMBaHWE B NepBble HECKObKO AHEN WU HeAEeNb CBOEU
13HM Yepes3 TAXKesble HEBPOJIOrnyeckme npobaembl AN CNOXKHbIE
PeKTbl cepaua. Xupyprusa Mmoxet bbiTb HeobxoanMMomn Ana yCTpaHeHUS
POKOB cepaLa, 3aa4ben rybol n Boayben nactu. [na peannsaumm cBoero
TEHLUMANbHOIO Pa3BUTUA NaLMeHTam Heobxoamnma nomollb Aoroneaa, a
K¥e Ppmnanyeckasa u npoPpeccnoHaibHaa Tepanus.




DOrHO3 N NPOPUNAKTMKA

)O/IbLLUNHCTBE CNy4aeB Niod cMHApPoMoM [aTay normbaeT aHTeHATaNbHO
N pOXKOaeTca mepTBbiMU. 'KUBOPOKAEHHbIE AETU TaKKe UMEIOT
OnaronpuUATHLIA NPOrHO3 ANA KU3HU. B 6oNbLUMHCTBE C/1y4aEeB

OO0 HKNTENIBHOCTb UX *KMU3HM HE NpeBbIlIAeT OAHOro roaa.

eumndunyeckme metoabl NPOOUNAKTUKK cCMHApPOMaA [laTay He

3paboTaHbl. [1pn HaAMYMKM XPOMOCOMHbIX 3aboneBaHU B NpeablayLLmnx
KOJIEHUAX U CIYy4aeB MEPTBOPOXKAEHNA Nepea NAaHUPOBaHUEM
DEMEHHOCTM poaUTENAM HEODXOAMMO NMPOUTU MEANKO-TEHETUYECKOTO
HCYNbTUPOBAHME.




