Kap6aHosuu B.O.", MpubyweHs O.B.2

' Beniopycckaa MeAnLMHCKan akaieMusa noceAnnIoMHOro obpasoBaHus,
MwuHck, benapycb

2Pecny6nMKaHCKNIN HayYHO-MPAKTUYECKWI LeHTP «MaTb 1 AnTs»,

MwuHck, benapycb

CMHAOPOM MEHA - LLIOKEWPA 1-ro TUMA'Y NNIOJA:
COBPEMEHHbIE TPEHbI B ANATHOCTUNKE
N TAKTUKA BEOEHWNA BEPEMEHHOCTU

AKTyanbHocTb. CuHapom lMNeHa — LLokerpa 1-ro Tvna (MWC 1-ro Tnna)
(#208150, OMIM) — 370 reTeporeHHas rpynna fieTanbHbIX apPTPOrPUMNO30B,
KOTOpaa XapaKTepusyeTcA BblpaKeHHbIM CHUXXEHMEM WS OTCYTCTBMEM
AKTMBHbBIX ABUXKEHUI Y NI0AA, a TakKe KOMMIEKCOM BTOPUYHO Gpopmupy-
IOLLMXCA MNATONOMMYECKNX U3MEHEHUIA.

«KnioyeBbiMn» Y3 MapKepamun ABAAIOTCA aKNMHE3UA/TMNOKMHE3NA No-
[a, BblHYXXJeHHOe MNoJfIoKeHne KoHeuyHocTel, paHHAAa 3P, runonnasuA
rpyaHon knetku. C 26-27 Hepenb rectaunn pa3BMBaETCA BblpaXKeHHOe
nporpeccupyowee MHorosogve. OnucaHHasa natosniorusa ABAAeTcA fe-
TanbHo: 30% nnogoB nornbatoT BHYTPUYyTPobHO, B 70% CiyyaeB cMepTb
HacTynaeT B paHHEM HeOHaTalbHOM nepuoge.

190



MegULUMHCKNIA yHUBEPCUTET: COBPEMEHHbIE B3rsAbl U HOBbIE MOAXOAbI

Lienb. /13yuntb coBpemeHHble Noaxofbl K ANarHOCTHKe 1 BefleHuto be-
pemeHHocTu ¢ MNWC 1 Tvna y nnopa.

MeToabl nccnegoBanua. O630p nuTepaTypbl BbINMOAHANCA B MOUCKO-
BbIx cuctemax PubMed, Wiley Online Library, eLibrary c ucnonbsosaHvem
K/NIOYEBbLIX CJIOB «apTPOrpuUno3s», <MHOXECTBEHHbI BPOXAEHHbIN apTpo-
rpuno3s», «cnHapom lNeHa-lokenpa 1 tmna». MHPopmauma nonyyeHa u3
reHeTUYecKux KapT o6cnefoBaHHbIX NaLMEHTOK.

PesynbraTbl n nx o6cyxgeHue. B Hawe nccnepgoBaHme 6binm BKoYe-
Hbl 6epemeHHble ¢ MLUC 1-ro TvnNa y nnoga unv y HOBOPOXAEHHOro, Npo-
xoausLume obcneposaHme B PHIL «MaTb 1 guta» ¢ 1972 1. no HacToswee
Bpems. Bcero 3apeructpmposaHo 15 cnyyaes MNWC 1-ro Tunay 10 cemen.

CpepHun cpoK ycTaHOBNeHnA amarHo3a no Y3 coctasun 18,62+0,99
Hepenb. OCHOBHbIMM Y3 Mapkepamu 3aboneBaHuA ABUAUCH aKUHe3us/
rMNOKMHe3nA nnopa, GUKCMPOBaHHOE MOJSIOKEHME KOHEUYHOCTEN, 3KBU-
HoBapycHas agedopmMauma CTOM, «CTOMbI-Kavyanku», nuueBble aucmopduu,
rmnonnasua rpygHon knetku, paHHAa 3Pl1, a Takke nporpeccupyiollee
MHorosogue. Jluuesble gucMopdum BKIOYanu rmnepTesioprsMm, KnoBo-
BMAHBIA HOC, MUKPOTHaTWIO, paclienivHy Heba, HU3KO NOCa)KeHHble yLW.
B 50,0+15,81% (5/10) Hawwmx HabniofeHWn YCTaHOBNEHO MHOroBoAue,
BO BCeX CJlyyasAx OTMEUYEHO ero nporpeccupyiollee HapacTaHne u B 3
13 5 cnyyaes — BblpaxeHHblI xapakTtep. CpefHunin CPOK BbiABAEHWA MHOIO-
BoawnA coctasun 24,0+4,36 Hepenb.

B Hawel rpynne npepBaHo 40,0+6,15% (6/15) 6epemeHHOCTEl NO Me-
AVKO-TeHEeTUYECKUM NoKa3aHWAM, 2 NauneHTKN OTKa3anucb OT npepbiBa-
HuA. CpegHW CpoK npepbiBaHUA okasanca 18,16+0,69 Hegenb. CpeaHun
CPOK pofopaspelleHns — 36,44+4,47 Hepenb. KecapeBo ceueHne npose-
AeHO 4 nauuneHTKaMm, 5 »KeHLWWH poaopaspeLleHbl Yepe3 ecTeCTBEHHble
popoBble NyTu.

Hamun otmeueHa 100% netanbHOCTb CMHApPOMa: 4 nnoga nornbnm BHy-
TPUYTPOOHO, 5 HOBOPOXAEHHbBIX YMEPN B paHHEM HeoHaTaJlbHOM rnepu-
ofe. Bpemsa Xun3Hu HoBOpoOXKAEHHbIX Konebanocb oT 5 M1HYT o 1 mecAua.

Bepywymuy natonoroaHaToMMyecKUMm NpusHakamu 605e3Hun B Hallen
rpynne uccnefoBaHWA ABUINCb MHOMECTBEHHble KOHTPaKTYpbl CycTa-
BOB (NneyeBblX, NOKTEBbIX, SIy4e3anACTHbIX, KOJIEHHbIX, FOSIEHOCTOMHbIX),
3KBMHOBapycHaa aedopmauma cton nnm Gopma «CTOMbl-Kayankuy, nu-
ueBble ancMopdun (rmnepTenopmsm, KnioBOBUAHBIA HOC, MUKPOTHaTKS,
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COOPHUK MaTeEpPUANoB pecnybIMKaHCKOM HayYHO-MPaKTUUeCcKon KoHpepeHLun
C MeXAyHapoAHbIM yyacTnem, NoCBALWEHHON 65-neTuio
lpofgHeHCKOro rocyfapCTBEHHOIO MeANLIMHCKOrO YHBEPCUTETa

pacwenvHa Heba, HN3KO NMOCaXXeHHbIe ANCMNACTUYHbIE YLIKW), rTMnonnasus
rpygHOMN KNeTku.

MNpoBeaeHne MoneKynApHO-TeHETUYECKOro aHanmM3a Ha myTauuio B
reHe MUSK 9g31.3 no3BonaeT NnoaTBEpANTb ANArHoO3, paccumTatb pPUCK No-
BTOpa y NOTOMCTBa 1 NPeAnoXutb cemMbe NpoBefeHre npermniaHTaLm-
OHHOIO reHeTMYeCKOoro TeCTMPOBaHWA NPY NIaHMPOBAHMK NocsefyoLen
6epeMeHHOCTN.

YumnTbiBas ayTOCOMHO-pELIeCCUBHBIN TUM HacleaoBaHUA 3aboneBaHus,
PUCK MNOBTOPa B CEMbSAX C OTAroLeHHbIM aHamHe3zom no MNWC 1 Tuna cne-
AyeT oueHuBaTb B 25%. [Npu oTCyTCTBUM TOYHOIO ANArHo3a pUCK NoBTopa
coctaBnsaeT 3-5%, npu BoBneyeHHocTn UHC - 7%.
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