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MOPYUIEHHSA PO3BUTKY CTATI B YKPAIHI: HAIII JOCBIJ
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MeTa. KoHCeHCycOm WoAO MopyleHb PO3BUTKY
ctaTi ([MPC) 3aTBepOKeHO 3MiHW B TepMiHonorii Ta
BUAINEHO TpU rpynu iHBepcil cTaTi — 3 XpOMOCOMHUMM
NOPYLIEHHAMY, 3  HOPMAJIbHMM  YOJIOBIYMM  Ta
3 HOpPMajbHUM  XiHouMm  Kapiotunom. MeToto
JocnigpKeHHA Oyno BU3HAYEHHA 4YacToOTW, KAiHIYHOro
nonimop®ismy Ta reHeTUYHOI reTepOreHHOCTi BUNaaKiB
MPC B YKpaiHi.

Marepianuimetogu. [1poBefeHO PeTPOCNEKTUBHNI
aHani3 75 megunyHmx Kapt nadieHtis 3 MPC 3 2000 no
2017 poku. Hawa 6a3a gaHux 6yna ctBopeHa Ha OCHOBI
CaMO3BEPHEHHA MALEHTIB Ta HE MOLUMPIOETbCA Ha BCiX
aiten 3 MPC B YKpaiHi. Kputepiem BKOUEHHA NaLi€eHTIB
o 6a3n gaHux Oyna HenpaBWbHA UM HEBM3HayeHa
O6ynoBa 30BHIWHIX reHiTanii Ta/abo HesignoBigHICTb
roOHagHOTI CTaTi XPOMOCOMHI. Ha MOMEHT 06CTEXEHHS
KiNbKiCTb XBOpKX Bikom o 1 micAauAa ctaHoBuna 17%,
Big 1 micAauAa fo 1 poky — 25%, Bikom 1-12 pokis - 37% Ta
cTapuwe 12 pokis — 21%. [MpoaHanizoBaHoO pe3ynbrati
KNiHIYHUX JaHuX, aHamHesy, nabopatopHux,
ropMOHasnbHMX, PYHKLIOHANIbHUX Ta iIHCTPYMEHTaNIbHUX
06cTexeHb. BcimnavlieHTaMnpoBoANIN LMTOFEHETUYHE
JocnigxeHHa  (KapioTMnyBaHHA 3a CTaHOAPTHOM
MeTOAMKOW) Ta, 3a HeoOXiAHOCTi, MOoneKynAapHo-
uuToreHeTUYHe (dnoopecLeHTHa ribprnansadis in situ
(FiSH-meTon). MonekynapHO-reHeTMYHe TeCTyBaHHA
nposefeHo B obpaHii rpyni nauieHTiB 3 46,XY MPC
B nabopatopisx YkpaiHu (n=2) Ta iHcTutyTi MNactepa,
OpaHuia (n=19), 3 BUKOPUCTaHHAM NOBHOIO EK30MHOIO
CeKBeHYBaHHH.

Pe3synbratn Ta 06roBopeHHA. XpomocomHe [MMPC
giarHoctyBanuy 21,3% (n=16) nauieHTi, 46,XY NMPC -y
64% (n=48) Ta 46, XX NMPC -y 14,7% (n=11) BUNagkKis.

Hanbinbw yactMm BapiaHTOM Kapiotuny cepeg
nauieHTiB NepLwoi rpynu 6yB Kapiotunn 45,X/46,XY (n=5;
31,2%).

BrpyninauienTis346,XYMPC3a KniHiYHUMM O3HaKamm
6yno BCTAHOBJIEHO TaKi NonepegHi AiarHO31: CUHAPOM
HeUyTNMBOCTI A0 aHAPOreHiB, MOBHa Ta YacTKOBA
dopmm (n=21), MPC, npomexunHHa rinocnagia (n=7),
MPC, noBHWI roHaganbHWUn ansreHes (n=6), CMHAPOM
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TEeCTUKYNAPHOI perpecii (n=>5), YaCTKOBWIA rOHafanbHUN
ansreHes (n=3) Ta PC, 0BOTECTUKYNAPHNIA BapiaHT
(n=2).

l[eHeTUYHe TecTyBaHHA B fJdaHin rpyni 6yno
nposegeHo y 21 (44%) nadieHTiB. B n'aTm Bunagkax
6yno BMABNEHO MyTauii B «KNaCUYHWX» reHax, Lo
CMPUYMHAIOTb NOPYLUEHHA PO3BUTKY AEYOK, a Came — B
reHax CBX-2 (n=1), WT1 (n=1) Ta NR5A1 (n=3). Cepep
rpynu nauienTtis 46,XY MPC 3 nopylweHHAM CUHTe3y/
Lil aHaporeHiB 6ynun 3HaaeHi MyTauii B TakMx reHax Ak
AR (n=5), SRD5A2 (n=1) Ta HSD17B3 (n=1). Y ogHoro
nauieHTa 3 CMHAPOMOM nepcucTyoyvoi Mionneposoi
NpPOTOKM nNigTBepaxeHa MmyTauia B reHi AMHR2. Y
4 nauienTiB (19%) 3HanpeHi reHn He Bignosiganu
deHoTMNy i X 3B'A30K 3 HaABHMM 3aXBOPIOBAHHAM
Ma€ 6yTn fJoBeAeHUI B MOAANbLUNX JOCAIAKEHHAX. Y 4
(19%) nauieHTiB MyTaLiln He Byno BUABIIEHO.

Y rpyni nadieHTtiB 3 46,XX [PC pgiarHocTtoBaHo:
TEeCTUKYNApHe 46,XX MPC (n=5), aediynt
21-rigpokcunasn 3 piBHem Bipunisauii IV-V 3a Prader
(n=4), 46,XX roHapganbHun gusreHes (n=1 ) i MPC B
VACTER-acouiauii (n=1).

Cepep Bcix nadieHTiB Yy 8% BuMnagkiB peectpauisa
rPoMafsHCbKOI cTaTi Gyna 3MiHEHa MNPOTAroM nepLUmx
LBOXPOKiBXUTTA.CTBOpeHa baratonpodinbHakomaHaa
AnA BM3HAYeHHA reHaepHol CTaTi Y HOBOHaPOAXeHUX
3 [IPC Ta BOOCKOHaNEHHA TaKTUKX MOJANbLLIOro
CMOCTEPENKEHHS, BKITIOYAIOUN BiK TOHA4EKTOMIi.

BucHoBkmn. Bcim nauieHtam 3 [IPC HeobxigHO
peKomeHayBaTu npoBeAeHHsA reHeTUYHOro
OOCTEXEHHS, OCKINIbKM HasBHa KJiHIYHA KapTUHa,
nabopaTopHe Ta iHCTPYMeHTaslbHe OOCTEXEHHA He
3aBXAM [O03BONAKTb BCTAHOBUTU TOYHUIN [iarHos3,
O6rpyHTyBaTM TaKTUKYy MOAANbLIOTO OOCTEXEHHS,
CrOCTEPEXKEHHSA, YPaXeHHA iHWNX OpraHiB-milleHen,
yac npoBefdeHHA PEeKOHCTPYKTUBHUX onepauin,
roHagekToMii Towo. MNoTpibHI noganblui gocnigKeHHA
DA BUABJIEHHA HOBUX FeHiB, Wo BUKNMKatoTb [PC.
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PAHHEE BBISABJIEHUE CYBKIIMHUYECKOI'O ATEPOCKJIEPO3A
U JUABETUYECKOM AHTMONATUH Y NAIIMEHTOB
C CAXAPHBIM JUABETOM IO PE3VYJIBTATAM AYIIVIEKCHOI'O
CKAHUPOBAHUSA APTEPUI

0O.A. KoBanenckas, 3.I. Kpymnnckas, U1.0. UyBukuna, Q.M. Keanbda

Yrpauncxui nayuno-npakmuueckuil yeHmp 3HOOKPUHHOU XUPYPUU, MPAHCHIAHMAYUU

9HOOKPUHHBIX Opeano8 u mrareti M3 Yxpaunvi

LUenb: /3yuntb BO3MOXHOCTU M AUArHOCTUYECKOe
3HauyeHune YNbTPa3BYKOBOIO AynneKCHoro
CKaHVMPOBAHUSA B OLEHKE CYOKNMHNYECKUX N3MEHEHNTA
apTepuvanbHOM CTEHKM Y 60NbHbIX CaxapHbIM AnabeTom.

Matepunanbl u wmetogbl. Hamn ob6cnenoBaHo
2264 nauMeHTa C caxapHbiM Auabetom 2 Tuna
(cpepgHWin BO3pacT 62 roga), KOTopble HaXOQUNUCH Ha
CTalUMOHapHOM nevyeHun, n 1972 naumneHTta (cpegHun
BO3pacT 54 rofa), KoTopble Npoxoannm obcreqoBaHmne
1 neyeHune ambynatopHo B YHMLIXuT30uT (r. Kues).

MNMauneHTam BbIMOMHEHbI CTaHAAPTHbIE KIMHNYECKME,
nabopaTopHble U UHCTPYMEHTaJIbHble UCCIefoBaHMA,
yNbTPa3BYKOBble nccnegoBaHuA cepaeyHo-
COCyAnCTON cucTeMbl (3xoKapauorpadusa, oynnekcHoe
CKaHWpOBaHWe nepudepuyecknx apTepun), Bce
naumeHTbl NPOKOHCYIbTUPOBaHbI KAPANONOroM.

MNpyv Hanuuuu nokasaHwn BbinoaHANNCL  KT-
aHrnorpadma C  KOHTPACTUPOBAHWEM, PEHTreH-
KOHTpacTHasA aHruorpadua KOPOHapHbIX n

nepndeprnyecKkrx apTepuin.
Pesynbtatbi 1  06cyxpaeHue.
nauuveHToB (83%), KOoTopble
Cneunanu3npoBaHHble  fleyebHble  yupexpaeHus
C NO3OHUMK  COCYAUCTbIMU  OcnoXHeHuamn  C[,
YNbTPa3BYKOBblE MCCIefOBaHUA Cepaua M CoCynoB
paHee He Ha3HayalMcb W He  BbINOJIHANNCD.
dpeKkTunbHasa ANCHYHKLMA — STO MapKep MoparkeHus
SHAOTENNS, U MOXET PaCcCMaTPUBATLCA KaK pPaHHWIA
M 3HAUMMbIN He3aBMCMMbIN dakTop pucka CO n CC3,
0COBEHHO Y MY>UMH MOJTIOA0ro Bo3pacTa. KopoHapHas
6onesHb npu caxapHOM pAunabete xapakTepusyertcs

bonbwunHcTBy
nonagalt B
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6eCcCMMTOMHbIM, ATUMUYHbIM TeYyeHnem.
HnabeTnueckan NonnHenponaTa 1 MasonoaBUKHbIN
006pa3 KU3HM Y MAUMEHTOB C CaxapHbiM AuabeTom
nNpuBOAAT K OTCYTCTBUIO Xano6 Ha |-l craguax
XPOHNYECKON MLLIEMUM 1 0OPALLEHMIO 32 MeANLIMHCKOW
nomouwibto Ha llI-IV cTtagmax XpoHuyeckom wuiemmu
HUXHUXKOHeYHocTen. [1pn aynnekCHOM CKaHMpOBaHNN
nepudepnyeckux apTepuin NU3MEeHeHNA, XapaKkTepHble
AnA  AnabeTnyeckon MaKpPOaHrMomnaTuu, BbiABIEHDI
y 97% nauuwenTtoB ¢ CO 2 tmna. O6nutepmpyowmn
aTepoCKNIepo3  apTePUN  HWKHUX  KOHEYHOCTeNn
BblABMEH y 26-47% 006cCnefoBaHHbIX MNaLWEHTOB,
COCYAOB rofioBHOro mosra -y 35-53%, UbC -y 55-84%
(B 3aBMCMMOCTU OT aHaNM3MpPyeMbIX NOArpynmn).

BbiBOADI

1.Ynbrpassykosasa gonnneporpadua (Y3Ar - «cnenoi
Jonnnep») U PacyéT NoAbKEUYHO-MIeYeBOro MHAEKCa
He NO3BONAIOT BbLIABUTb PaHHUE CYOKNUHUYECKne
V3MEHEHNA apTePUaNbHON CTEHKMN.

2. MNockonbKy 65-70% nauuneHtos ¢ C[1 2 Tna nmerot
nopakeHvie 6epLoBbIX apTEPUIA C MPOrpPeccupyoLLmm
pasBuTneM KanbumbuumpyoLlero CKnepo3sa,
namepeHue ALl B 6GepuoBbix apTepuax npu Y3Ar
MO>ET ObITb HEKOPPEKTHbIM 1 HE OTPaXKaTb MICTUHHOTO
COCTOAHUA KPOBOTOKAa B AMCTANIbHbIX CermeHTax
HPKHUX KOHEYHOCTEN.

3. lynnekcHoe ckaHMpoOBaHWe apTepuin No3BondeT
BbIABUTb W OLEHUTb CTEMEHb BbIPAXEHHOCTUN KakK
HayanbHbIX CYOKIMHNYECKMX, TaK U FEMOLMHAMMNYECKU
3HAUMMbIX W3MEHeHUn nepudepuyeckux apTepun,
N ABNAETCA OCHOBHbIM METOAOM [AWArHOCTUKA W
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