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WxeBcKkasi rocyqapCTBEHHas MeguuMHcKasi akagemums
MwuH3gpasa Poccum, MxeBck, Poccus

Knroyesbie criosa: knuHuU4Yeckul cryqad, 0emu, 8pOX0EHHbIe
ropoku pasgumusi, duazgHocmuka

Axmyanvrocmb. MHOXECTBEHHBIE BPOXKIAEHHBIE TOPOKH pa3-
ButHst (MBIIP) — 370 rereporeHHbie JOPMbI TOPOKOB B OpraHax
nByx U 6onee cucteM. Yacrora MBIIP cocraBnser 3—7%, 6oib-
LIMHCTBO U3 HUX CBSI3aHBI C COYETAHHBIMU XPOMOCOMHBIMHU aHO-
manusamu. JleransHocts gocturaer 30—40%. B 2020 r. B Poccun
pommitocs 6omnee 40 Toic. mnanentes ¢ BIIP, uto cocrasuio 3,3%
OT YHCJIa POJUBILUXCS HKHUBBIMH.

Onucanue kaunuveckozo cayyas. Manpauk, 8 €T, ¢ MHO-
KECTBEHHBIMHM BPOXKAEHHBIMU MOPOKaMM Pa3BUTH: TeTpajaa
damio — nopaopTanbHbIA Ae(EKT MEHKIKETyJOUYKOBOW mepe-
TOpPOJIKH, IPaBOJENEHHOCTh a0PThI, BEIPAKEHHBIH KOMOMHU-
POBaHHEII CTEHO3 JIETOYHON apTepuu, IEHTPAIbHBIN nedekT
MEXIPEACEPAHON TIePeropoiKy, FUIOIIa3Us JIEBOTO KNIy 04~
Ka; areHe3us JeBOi MoKy 0e3 HapyleHHs QYHKIMH, TUIIOCa-
JIUsl ¢ UICKPUBJIEHUEM II0JI0BOTO WIEHA; arpe3us aHyca. AKyep-
CKH1 aHaMHE3 OTATOIIEH: aHeMus | CTeneHu, TPOMOOoLUTOTIE-
HUSl, YaCTUYHAS OTCJIOMKA IUIaLlEHTHI, HapyIlIeHHe KPOBOTOKA 2
CTeIeHHU, yMepeHHas npe3kinamicus. Ponuncs Ha 31-i Henene
OepeMEeHHOCTH, Macca Tena npu poxaeHun 1290 r, qiuHa Te-
na 37 cm. Ouenka no Anrap 4/7 6annos. [IpoBeseHo JieueHue:
Koppeknus teTpansl damno, naacTuka aedexTa MexOKeIy0d-
KOBOW MEPEeropoJKy, yIIMBaHHe OBAJIbHOIO OKHA, IIOBHAS IJIa-
CTHKa TPUKYCIHIAJIBHOTO KJlallaHa, BAJIbBYJIOIIACTHKA KJlana-
Ha JIETOYHOH apTepHH, KOJIOCTOMA U 3aJIHEeCaruTTalbHas MPOK-
TOIUIACTHKA, OPTOIUIACTHKA TTOJIOBOTO YJIEHA, BOCCTAHOBIIEHUE
yperpsl. Pe6€Hok — uHBanmua aercrea. [Ipu ocMoTpe — cocTo-
sIHUE OIVDKE K yIOBICTBOPUTEIHHOMY, aCTEHHUECKOTO TEI0CIO-
KEHHSI, OKpackKa KOXXH OJIeIHO-pO30Basi C MPaMOPHBIM PUCYH-
koM. ITocneoneparuonnsie pyousl 6e3 ocobeHHocTeil. [Ipixa-
HUE BE3UKYJIIPHOE, XPUIIOB HET, YAaCTOTA AbIXaHUS 22 B MUHYTY,
TOHBI Cep/Iia sICHbIE pUTMHUYHBIE, CUCTOIMYECKHH LITyM Ha Bep-
XyUIIKE Cep/Ia, 4acToTa CEpICUYHBIX COKpameHui 80 ya/mMuH,
XKHUBOT MATKHH, IEYCHb BBIXOJUT U3-TIOX Kpas péOepHoil nyru
Ha | cM. CTyn M MOUEHUCITyCKaHUE HE HapyIIEHBI.

3axntouenue. BIIP siBisitoTcs yacto Berpevyarommumucs ¢op-
MaMH [aTOJOTUU Y HOBOPOXKAEHHBIX U JieTel 1-ro roja >kxu3HU.
Ux xoppekiws, ocoberrno MBIIP, TpeGyet 6onbInx pUHAHCOBBIX
3aTpaT, MOPAJIbHBIX U MaTe€PUaIbHBIX YCHIIUI CO CTOPOHBI POJIHU-
TeJIeH M Bpauel, JMHAMUYECKOTO HAOMIONEHHUS ClenHaICcTaMu.
C BO3pacTOM BO3MOXKHBI TOBTOPHBIE KOPPEKTHPYIOIIUE ONepa-

mud. B mocnenyromem peO&HOK HyKnaeTcs B IpoQheccroHaIbHOM
BpayeOHOM KOHCYIBTUPOBaHUH. [Ipy paHHEM BBISBICHHS TOPOKOB
Pa3BUTHS Y IJI0a HEOOXOAMMO MPOBECTH MIPEHATAIbHOE KapHo-
TUIMPOBAHKE ISl PELICHUS BOIPOCA O COXPaHEHUH OepeMeHHO-
ctu Wi e€ npepbiBanusl. HeoOxoquMo reHeTuyeckoe KOHCYIbTH-
pOBaHHE POIUTENEH.
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