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CuHaroM DIBAPICA (CHHAPOM
TpricoMun 18)

— BTOPOE MO YaCTOTE IOCE OOJIEC3HU
JlayHa XpOMOCOMHO€ 3a00JICBaHUE,
XapaKTEPU3YETCS KOMILICKCOM
MHO>KE€CTBEHHBIX IIOPOKOB Pa3BUTHS U
TpUCOMHEH 18 XpOMOCOMBEI



BOIEPBBIE OIMIUCAJL

Tpucomuro 110 rpynmne E BriepBuie
onucan J. Edwards (1960).

Cpeay HOBOPOXKICHHBIX CUHIPOM
BCTPEUYACTCS C YaCTOTOU OKOJIO
1:7000, neBouku OOJICKOT B 3 pasa
qaie, 4eM MaJIb9UKH.



TPU BUJA CUHJIPOMA JJIBAPACA

BbI1eJSII0T COIVIACHO CTeNeHU N3MEHEHU
XPOMOCOMHOI0 Habopa:

[Tonnast TprcoMust 18 mapbl (IOIHAS JIMIIHSSA
XpOMOCOMa B KaXKJIOM KIIETKE opranusma) - 95 %
CIIy4acs;

Tpanciokarus 18 mapsl XpoMocoM (COIEPIKUTCS
TOJIBKO YaCTh JOITOJIHUTEIHLHOM XPOMOCOMEI) - 2 %
CJIIy4acB;

Mo3anunas ¢popma (IToaHass XpoMocoMa
COJICPIKUTCS HE BO BCEX KJIETKAX opraHusma) - 3 %
CIIy4acB.
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Puc. X.7. Kap4oTun npy cCHHIpoMe DABapaca.
Ilpocras nonnaa rpucomus 18 (47, XX, +18)






TEYEHUE BEPEMEHHOCTH

Henocrarounasg akTUBHOCTD ILJIOAA
MHoroBoaue

[lmareHTa OOBIYHO HE Pa3BUBAETCA 10 HOPMAJIbHBIX
pa3MepoOB U MOATOMY HE MOXKET 00€CIEUYUTh JOIKHOTO
MMUTAHUS PACTYIIEMY OPTaHU3MY

Pa3Butre OAHOM IYNIOYHOW apTEepUU
Hwu3zkas macca Teja u pe3Ko BhIpaKEHHas TUIOTPOdus.

OTmeuaeTcsl TaKkKe BbICOKAsi BHYTPUYTPOOHAs
CMEPTHOCTb. 110 HEKOTOPBHIM JaHHBIM, 10 60 IPOLICHTOB
IIJIOJ0B C JUATHO30M «CHHIPOM DIBapica» He
JOKABAIOT IO MOMEHTA POJOB.






DOEHOTUNINYECKUE MPOSIBJIEHUS

3a/IepyKKa IICUXOMOTOPHOTO
passutusa (100%)

BPOXKJICHHBIE IOPOKHU CEPLa
(90%)
THUIIOILIA3US CKEJIETHOU

MYCKYJIaTypbl U IIOAKOXHOU
>xupoBoi TkaHu (50%)



DOEHOTUIINYECKHUE TPOSIBJEHUS

Yepen ponuxoredanbHbIi, CIaBICHHBIN ¢ OOKOB, HU3KUM JIOOM U
IIAPOKUM BBICTYIIAIOIIUM 3aThUIKOM, HHOI/IA BCTPEYACTCS
MUKpoIedaans Win Tuaponedanms

[ ma3Hble €M y3KHE, HAOIIOJAEeTCsl €IMUKAHT, IITO3, BCTPEYACTCS
O4YHas MaToJIOTHs, MUKPO(TaIbMUs, KOJ0OOMa, KaTapakTa

ITepeHOCHIBI BIABICHHBIE, HO CIIMHKA HOCA TOHKas (BBICTYIIAET),
YIIHBIE PAKOBUHBI PACIOJI0XKEHBI OU€Hb HA3KO, YaCTO
OTCYTCTBYIOT MOYKA U KO3€n0K. Hemopaspurtre 3aBuTKa U
MIPOTHU3aBUTKA

XapakTepHass MUKpOpeTporuarus (MajeHbKasi U CMEIIICHHAs Ha3al
YeIIfOCTh). POT MalleHbKUH, TPEYToabHON (DOPMBI C KOPOTKOI
BEpXHEM ry0oil, HE00 BBICOKOE, MHOT/A C IIEIbIO, 1€ KOPOTKasl,
YacTO C KPbUIOBUIHOW CKJIAJIKOM.
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UHTEJJIEKTYAJBHBIA JTE®EKT

COOTBETCTBYET OJIMTO(PPEHUN B CTAAUH
UJIMOTHUH WU ITyOOKOW NMMOCLIMIILHOCTH,
1 TOJIBKO B PEIAKHMX CIy4asX MO3aM4HOIO
BapraHTa XpOMOCOMbI 18 yMCTBEHHas
OTCTaOCTh cl1adbee oOHapyKeHa

YacTo y Takux OOJILHBIX Pa3BHUBACTCS
CYAOPOXKHBIM CUHJIPOM.



JIEPMATOFJII/I(I)I/I‘IECKA}I KAPTUHA

OoJpIas YacToTa IyT Ha MOAYIICYKaX IabICB
pyk (mpumepHo B 10 pa3 BellIe, YeM B
O YJISITHN)

4acTO OTCYTCTBYET AUCTalIbHAs CrMOaTeIbHas
CKJIaJKa Ha majbliax

y TPETHU OOJbHBIX BBISBIISCTCS MOIEpEUHas
naJloHHas 00po3/a

KOJIMYCCTBO Fp€6€HIKOB YBCIIMYCHO

OCEBOM TPUPAINYC OOBIYHO PACIIOIOKEH
OUCTAIbHO









ITOPA’KEHWE CHCTEMBI U IOPOK (ITPU3HAK) -
YacToTa %

Mo3rosoit depern u juno - 100%
MHKPOTEHHUS - 96,8%
HU3KOE PaCIOIOKEHNE WIH/U TeopMalis YIIHBIX PaKOBHH
- 95,6%
nonuxonedanus - 89,8%
BBICOKOE HE00 - 78%
pacuierieHHoe Hebo - 15%
MUKpocToMHus - 71%
OnopHo-aBUraTeNbHbIN anmnapar - 98,1%
(baekcopHOe noaoxkeHue kucten - 91,4%
cTOIla-KavaJika - 76,2%
KOJKHasl CUHAaKTUIng ctol - 49,5%
KOCOJIaItoCcTh - 34,9%
IlenTpanbpHas HepBHas cuctema - 20,4%
Cepaeuno-cocyauctas cuctema - 90,4%
Oprassl numeBapenus - 54,9%
MouenosoBas cucrema - 33,5%



I1POrHO3 NJIS1 dKU3HU

HEOJIAaronpPUsITHBIN, CPEeIHSIA
IPOJAOKUTEIbHOCTD JKU3HU MaJIbBYMKOB
2-3 Mec, neBodek - 10 mec

YmuparTt 30% OONBHBIX B TCUCHHUE
IIEPBOI0 MECSLA KU3HH, JI0 ToAa
nokuBaroT Juinb 10% O0NBHEIX

IIpr MO3anyYHBIX BapyuaHTax IMPOrHO3 JJIA
’KU3HU HECKOJIBKO JIYUIIIE.



JIMATHOCTUKA CHHJPOMA DJIBAPIA

Knunanueckue nanHbie
KapuotunmpoBanue

B cBs31 ¢ OOIBIIMM KOJIHMYECTBOM MOPOKOB PA3BUTHUS U
OYE€Hb HU3KHUM IIPOLIEHTOM BBI)KMBA€MOCTH JIETEH , B
HacTosIIee BpeMs pa3padoTaHbl METO/Ibl aHTEHATAIbHOMN
IUarHoCcTUuKU - ¥Y3U miona

Cnenuduueckue TeCThl - AXorpadus, 10mIepoMeTpusl,
HCCICAOBAaHNE CHIBOPOTOUYHBIX MAPKEPOB KPOBH: [3-
CYOBbCAMHULIBI XOPHOHHUECKOro roHagorponuna (BXI), a-
deronporenna (ADII), sctpuona (E3), 17-okcu
IpPOrecTepoHa

Komnwroteprayro nporpamma PRISCA - yuuTsiBaronyo
BO3PACT JKEHIIUHBI, [I0KA3aTEIH CHIBOPOTOUYHBIX MAPKEPOB U
CpPOK O€pEMEHHOCTH

TpancabnoMuHaATBbHBINA AMHHOIIEHTE3 C HOCIEIYIOIIAM
KOPAOLIEHTE30M



JIEUEHUE CUHAPOMA JJIBAPICA

Jleuenune Ha cerogHsIIHUN JI€Hb CBOJUTCS K MaJJIMATUBHOU
IIOMOIIH

dakTopoM HEOJArONPUATHOTO MPOTHO3a SABIISECTCA
MTOBBIIIEHHBIW PUCK PA3BUTUA OMYXO0NU «BuiibMca» — 310
OJIHA U3 PA3HOBUJHOCTEM paKa Mo4YKu. PekoMeHayercs
perynspHoe Y3U obOcienoBaHue OPIOIIHOM MOJIOCTH Ha
HaJInuue JaHHOW MaTOJIOTUM.












