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JlactiBka L.B.
CUHAPOM AIIEPA: MEJIUKO-TEHETUYHE KOHCYJbTYBAHHSA
Kagheopa neoiampii ma meouunoi cenemuxu
byrosuncokuil Oepicasnuii MeOUyHUY YHIGepCUmem

AxponedanocunaakTunii — rpyna CUHIPOMIB MHOXUHHUX YPOIKEHUX Bal PO3BUTKY
(MYBP), ocHoBHUMH 3 SKHX € akporedamis Ta cHHAAKTHIIAL. Jl0 HaWOUIBII MOMMPEHUX 3 HUX
bopm BiHOCATE cuuapoMm Arnepa (CA) (I tum), [ddatidepa (V tum) Ta Cetpe-Xotiena (II tum).
CA srepmie onucanuit y 1894 p. C.YironoMm. B iforo ocHoBi nexars myTartii reny FGFR2, skwii
JIOKaTi30BaHMK Ha JOBromMy Iuiedi xpomocoMu 10 Ta koaye penentop ¢(akTopiB pocTy
¢idbpobiaacriB Triry 2. CA BUKIMKAETLCS OIHIEIO 3 JIBOX MiceHe myTaniit reny FGFR2: S252W ta
P253R, B 71% Ta 26% Bunasakis, BignosigHo. Yactora CA - 1:65000 >xuBOHAPOKEHUX.
CuissigHomenns crateit — 1:1. Tun ycnaiakyBaHHs - ayTOCOMHO-AOMIHAHTHUN. PU3uk juist aitei
ocodm 13 CA — 50%. Maifxe yci BUNQJIKU CIIOPaTAYHI.

OcnogHi aiarHoctuyHi o3Haku CA: akporedaitis Ta 1BoOIUHA CHHIAKTUIIS KUCTEH Ta CTOII.
3arpuMKa pocTy - y miTiTKOBOMY Birli. B 50% Bunazkis - po3yMoBa BiACTATICTD PI3HOTO CTYTICHS
BakKkocTi. Baau romoBHoro Mo3ky - y 60% marienTiB. TumoBi 3MiHH 0OMHYUS (TiHEPTENIOPH3M,
CK30()TIbM, AHTUMOHTOJIOITHUHA PO3pI3 OUYHUX IMUIMH) TIOB S3aHi 3 KPAHIOCTCHO30M Ta
nedopmariiero KITHHOBHIHOI KicTku. CepeluHHI BiAMiIH OOJHYYS TIMOMIa30BaHi, HIC KOPOTKHH 3i
CILTOIIEHOIO CIMHKOIO, TTporHatu3M. I1{inuHa M sikoro mijgHebinns - B 30% Bunaakis. Byxa HU3BKO
HOCa/KEH], UIMOBIPHICTh 3HWKEHHS CIYXy B IOJAIbIIOMY. Y POJUKEH] Baau ceplis Ta cyuH — B 10-
25%, anomautii cedoctaTeBoi cucteMd — B 9,6%, IITyHKOBO-KHMIIKOBOTO Tpakty — B 1,5%, Bagm
JuxanbHOT cucteMu — B 1,5%.

[Ipenartanbna Y3/1: noToBiieHHs KoMipieBoro mpoctopy B I tpumectpi. [Ipu migospi na CA
y II0JIla PEKOMEHIYEThCS MOJEKYJISIPHO-TeHETHYHe JIOCTKeHHS Ha 16 TIXK BariTHOCTI Ta
obcrerkeHHs1 OarbkiB. 3 Meroro Bepu(ikarii miarHosy CA 1ocCTaHaTaJIbHO PEKOMEHIOBAHO
[UTOTCHETUYHE JIOCNI/DKEHHS JIISl BUKTIOUCHHS XPOMOCOMHHMX CHHJIPOMIB —Ta MOJIEKYJISIPHO-
TeHeTHYHA A1arHOCTHKA.

HaBoaumo xniniyne cnoctepexxeHHs CA y HOBOHapojkeHol AiBuMHKM. JlutuHa Bia I
OakaHol BariTHOCTI Ha (OHI aHemii, 3arpo3W BUKUIHS Ta OararoBo/yisd. B aHamHe3i y marepi
JWITHHHY - TIOPYIICHHS MECHCTPYaATBHOTO UKy Ta OIMCpOBaHa KicTa sieuHuka. [1i yac BariTHOCTI —
HaOpSAKH HIDKHIX KiHIIIBOK Ta GaratoBous B 37 Tk, OtiHka o Amnrap — 7/7 6amiB. Maca Tina npu
nHapo;preHHi — 3050 1, mosxuna - 50 cMm. O6Bin rooBu — 33 cM, 06Bix morpy st — 33 cm. barbku
JUTHHU 370poBi, MaTepi 27 pokiB, 0aTbkoBi - 28. 3i cmiB matepi, OaThKH JUTHHH IIOTHKHS
BXXHBaIOTh ayikorosib. CrajkoBicTh 1O JiHIT MaTepl Ta 6aThbka OOTSKEHA OHKOIAToJoTii0. PoboTa
0aTbKa IOB’s3aHa 3 XIMIUHUMHU Ta (PI3MYHUMHI YNHHUKAMH.

[Ticns HApOKEHHS TUTHHA TIepeBe/icHa Y peaHiMaIliiiie BiIUIUICHHS Y 3B 3Ky 13 PO3BUTKOM
JuxanpHOi HemocTaTHOCTI 11 cTymeHs; Hamami - y BiAJIUICHHS TAToNiorii HOBOHaApokeHnx KMY
OJKJI M. YepniBui. CraH npH MOCTYIUICHHI CEpeIHBOI BaXKKOCTI 3a paxyHOK HEBPOJIOTTYHOT
cumnromaTiku Ta MYBP. ®izionoriuni peduiekcu MpUTHIYEHI, TOHYC M S31B Ta Typrop TKaHWH
3HWKeHI. BurogoByBamacs depe3 3oua. OO ekTHBHO: akporedanis, 3BY)KEHHS HOCOBHUX XOJIB,
BIABJICHE IIEPEHICCs, eK30(TaIbM, IILJIHHA TBEPAOIO Ta M SIKOI'O ITiAHEOIHHS, CHHIAKTHIIIS KACTEH
Ta cron. Jlutuui nposeneHi obctexkeHHa: Y3]l cepus (BiAKpuTHH oBaibHMH OTBIp 70 3,0 MM,
JXJIL), Y3/ opranip yepeBHoi nopoxuaunu (0e3 3min), HCI" (MIIILL - 2 MM, CyIuHHI CIUICTIHHS
HEOTHOPI/IHI; YacTKOBA arcHe3isi MO30JMCTOTO Tijla, MOMIipHA JMSATAIisi OIYHUX NUTYHOYKIB).
Jurtuna ormsayta JIOP-nmikapeMm (ImimuHa M'SKOTO Ta TBEpAOro MiAHEOIHHS), HEBPOIOTOM
(rimokcuuno-inmemiune ypaxkenust [[HC, rocrpmit mepebir, cunapom upurnivenus [[HC. YBP
[IHC: uacTkoBa areHesist MO30JHUCTOrO Tijla, BEHTPUKYToAuIATallisd | cTymeHs), okynictoMm (0e3
BHIUMOT TTATOJIOT1), opTone oM (TIOBHA KICTKOBA CHHIAKTHIIISI KUCTEH Ta cTolr). PoauHi mpoBeieHo
MEIUKO-TeHETHYHE KOHCYJIBTYBAHHS, PEKOMEHJIOBAHO MOJIEKYJIPHO-TEHETUYHE JOCHTIDKEHHS Ta
TUIaHyBaHHS HACTYTHOI BariTHOCTI.
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