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XIIH nccinepyemble IIOKA3aTENN arPEraryy CyIeCTBEHHO
HE OTVINYAIUCDH OT TAKOBBIX Y JIULL TPYIIILI KOHTPOJIA, 4YTO
MOMKET CBUJETEIbCTBOBATL 0O OTCYTCTBUU U3MEHEHUN
KAUECTBEHHOI'O COCTABA PELIENITOPOB TPOMOOLIUTOB.

Ut n3ydenus Xapakrepa U3MEHEHUA ITIMKO3WINPO-
BAHUA MEMOPAH TPOMOOIIUTOB UCCIENOBANU (PPEKTHI
JIEKTUHOB PACTUTEIBHOIO IPOUCXOKACHUA, B3AUMO/IEH -
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CTBYIOIIUX C KOHKPETHBIMU YITIEBOJAHBIMUA OCTATKAMIL.

IToxkazarenn WGA-MHAYIUPOBAHHON ArPETaluu
TPOMOOLIUTOB IIPEACTABIEHEL B TA0/L. 3. OT/INYMA CTEIICHY,
CKOPOCTH 1 BPEMEHH arPErariiivi TPOMOOIIUTOB Y OOJTbHBIX
HCCIIESYEMBIX I'PYILI 110 CPABHEHUIO C IIOKA3ATE/IAMU JINLL
KOHTPOJIbHO! I'PYIIIBI OKA3AIMCh CTATUCTUYECCKU HELOCTO-
BepHBIMU (P > 0,05). IIpy 3TOM CTENEHD, CKOPOCTD, BPEMS
arperanyuy TpPOMOOLIUTOB HE 3aBUCAT OT AKTUBHOCTH HE(-
pUTa, T. €. 3TU IOKA3ATENH [JO U ITOCJIE JICUEHUA OCTABAIUCD
B IIPEAETAX HOPMBL

Hanbonee BeposaTHO, 4T0 WGA OIMHAKOBO CBA3BIBACTCA
C PenenTopamMu MOBEPXHOCTU TPOMOOIIUTOB KaK Y OO0JIb-
HBIX XPOHUYECKUM ITIOMEPYIOHEPPUTOM B CTAAUN 060-
CTPEHUS WIM PEMUCCHH, TAK 1 Y 3/I0POBBIX JIULL, YUUTBIBAS
cneruduryeckoe ceasbiBanue WGA ¢ N-anetns-D-rioko-
3aMUHOM U N-a1eTUI-HENPAMUHOBOI (CHAJIOBOIT) KUCIIO-
TOH [10], MOXXHO IIPEATIONOKUTD OTCYTCTBAE U3MCHEHUN
3TUX YIJIEBOJHBIX OCTATKOB HA MEMOPAHE TPOMOOLIUTA Y
60mpHbIX ¢ ['H.

B Tabs1. 4 npeACTaBIeHbl JAHHbIE O HHAYIIMPOBAHHON
Con A arperanuu TpoM60o1uTOB. Y 601pHBIX ['H 0OTMEUEHO
CHIDKEHUE creneHu u ckopoctu (p < 0,001) arperanun
TPOMOOIIUTOB B IEPUOJ OOOCTPEHMS 3A00IEBAHNS HE3ABHU-
CHMO OT (DYHKIINH ITOYEK Y BCEX OOCIIEIOBAHHBIX OOJIBHBIX.
OpHaKo HA (hOHE JTEYEHN BBIABIEHO MOBBIIIEHUE CTENIEHN
(p<0,01) 1 HOpMATU3AIKS CKOPOCTH ATPETraAIUU TPOMOO-
uutoB (p <0,01) O CPABHEHUIO ¢ UCXOJHBIMU [TOKA3ATE-
JUIMU B rpymiie nanuenTos 6e3 XITH. Yuursisas, uto Con A
CBA3BIBACTCA C COLCPKAIMMHI MAHHO3Y PA3BETBICHHBIMU
N-rmukanamu [10], a ITI IIa conepkaT B OCHOBHOM MAHHO-
3HBIE OCTATKH, MOKHO IIPEAIONOKUATD 3HAYUTENTBHOE CHU-
JKCHHC COICPKAHUA MQ.HHOBOCHCI_[I/I(DI/I‘{HBIX YIJICBOAHBIX
OCTATKOB KaK HA ITIOBEPXHOCTU MEMOPAH TPOMOOLIUTOB
B 11EJIOM, TaK U B coctase [T1 I1]a mmb0 ux 6;10KUPOBAHNE
KAKMMU-JINOO COCTMHCHUSIMU,

O6pammaer Ha cebs BHUMAHUE TOT (PAKT, YTO Y MallU-
€HTOB C KOPOTKUM aHAMHE30M 3a60j1eBaHus (10 6 MeC.)
1 XOpomuM 3(PPEKTOM OT IIPOBOAUMON TE€PANNHU (B Ha-
IMEM UCCICIOBAHUH TAKUX GOMBHBIX GbUIO 6) CTEMICHb U
CKOPOCTD arperauuu TpoMOo0OLUTOB IPYU UHAYKIMY Con A
MOBBIIIAIOTCA 3HAYUTEILHO OBICTPEE, YEM Y ITALIUEHTOB C
JJIUTEJIbHBIM 1 YaCTO PEUUAUBUPYIOMNM TedeHueM I'H. V
€IMHUYHBIX OOIbHBIX C HEITPEPBIBHO-PEUUBUPYIONINM
TeueHreM I'H rmokasareny arperaryy oCTaioTcss UCXOJHO
CHIDKEHHBIMH, HECMOTPS Ha KIMHUKO-IA00PATOPHYIO
PEMUCCHUIO 3200IEBAHMA.

[NokazaTenu arperanyuu TpoMo0LUTOB y 601bHBIX ¢ [H
B IIEPUOJ], BLICOKOU AKTUBHOCTU HE(PPUTA, HEZABUCUMO OT
(PYHKIIMM TIOYEK, HE OTIMYAINCDH NIPU 10OABIEHNUN BCEX
YETBIPEX UHAYKTOPOB arPEralim.

3axKiaroueHHue

[TosryyeHHBIE PE3YIIBIAThI CBUIECTENBCTBYIOT 06 U3Me-
HEHUU CTPYKTYPBI PELENITOPHOTO AMIdpaTa TPOMOOLIUTOB,
B YACTHOCTH XaPAKTEPA INIMKO3UWIMPOBAHUA PELIENITOPOB
MeMOpaH TpoMO60IUTOB y 60abHbIX I'H. YCTaHOBIEHO
3HAYMTENLHOE CHMKEHUE COZIEPKAHMA MAHHO30CIEL-
H(UYHBIX YIJIEBOLHBIX OCTATKOB B IIEPHOJ BLICOKOU
AKTUBHOCTH HE(PPHUTA HE3ABUCUMO OT (PYHKLMH IIOYEK.
O6 3TOM CBHJIETENBCTBYET CHIKEHUE CKOPOCTH, CTENIEHN
1 BPEMEHHU arperanuu TpoMOOLUTOB NIPU JOOABICHAN
Con A. KonmuecTBo MaHHO30CIELM(PUYHBIX YITIEBOJHBIX
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OCTATKOB BOCCTAHAB/IUBAETCA IIPU JOCTHKEHUHT PEMUCCUN
y 60spHBIX 6€3 XITH, Ha 4TO YKA3bIBACT [OBBLIIICHUE CTE-
IIEHU U CKOPOCTH ArPEraliii TPOMOOLIUTOB IPAKTUYECKA
B 10 pas ot ucxozpnoro yposu4 (p < 0,001).

Onpepenenue CTENEHN U CKOPOCTU ArPEraluu TPOM-
6OLUTOB, UHIYLIUPOBAHHOU Con A, MOKET CIIYKUTb Map-
KepoM akTuBHOCTU ['H.
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Cunppomsl Jennca-Ipama u @parizepa XxapakTrepusyeT paHHHH 1e00T HehpOTHIECKOTO CHHPOMA Y Jie-
TEH ¢ MY>KCKHM IIceBrorepmMadpoauTu3MomM U mytanuer B reHe WI'1 (rex omyxomu Buismca). YV HOTOBHHBI
OOIBHBIX P cHHApPOME /leHuca-[Ipana uMeeT MECTO OIryXoab BripMmca. Bce manueHTH IPUXOAAT K XPOHH-
YEeCKO¥ MOYETHON HEJOCTATOYHOCTH. B Tepannu HehpoTHIECKOTO CHHAPOMA CIeAyeT H30€eraTh CTEPOMTHON
M IIUTOCTATHYIECKOM Tepanun. B crarpe nmpeacrapieH NOTHMOP(PHU3M KINHHIECKON KAPTHHBI X T€HETHIECKAs
XapaKTePHCTHKA CHHIPOMOB [lenuca-JIpama u ®parizepa, IperI0oKeHbl KPHTEPHUH JHATHOCTHKH H OIITHMAJ/Ib-
HO¥ TaKTHKH JI€YECHHA.

The Denys-Drash and Frasier syndrome are primary genetic diseases with an early debut of the nephrotic syndrome
in children with male pseudohermaphroditism and a mutation in gene WT1 (a gene of Wilms’tumour). A half of pa-
tients with the Denys-Drash syndrome has a Wilms tumour. All patients develop chronic renal failure. The therapy
of nephrotic syndrome should eliminate steroid and cytostatic therapy. Polymorphism of clinical features and the
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genetic characteristic of the Denys-Drash and Frasier syndromes is presented, criteria of diagnostics and optimal

tactic of treatment are offered.

PasBuTHE COBPEMEHHOI HAYKH, OTKPBITHA B OOIACTH
I€HETHUKHU BbICBEUMBAIOT BCE HOBBIE TPAHU B IIPOOIIEME
Hedporuueckoro cunppoma (HC) y gereit. ITocrosnuoe
YBEJIMYECHUE B MONY/IALMY HACIEACTBEHHON IIATOIOIUN
IIOYEK, B TOM YMCJIE NPOABIAIOIECUCT TOPMOHOPE3U-
CcTeHTHBIM HedpoTrdeckuM cungpomoM (I'PHC), pemaer
HEOOXOAMMBIM CBOEBPEMEHHOE BBIABICHNE I'€HETUYECKU
JNETEPMUHUPOBAHHBIX 3200JIEBAHUI OPraHOB MOYEIIO-
JIOBOY CcUCTEMHI [1]. PaHHAA AMATHOCTUKA T€HETUYECKU
JerepMuHUPOBAaHHOIO HC aeT BO3SMOXKHOCTD Y/IYUIIUTh
KA4eCTBO U JJIMTEIbHOCTD KU3HU OOIbHBIX ¢ [PHC.

YCTaHOBJIEHO, UTO TIPU PA3BUTHH Y PEOCHKA TEHETH-
YECKH JIETEPMUHUPOBAHHOTO HC B TKaHU 1OYEK IIPeod-
JIAJAI0T CKIEPOTUYECKUE TTpoLiecchl. Hanbosee uacro B
He(PPOOUONTATAX IIPU ITUX 3200IEBAHUAX BbIABIIAIOTCA
IU(hPY3HBIA ME3AHTHAIBHBIN CKIEPO3 U (DOKAIBHO-CET-
MEHTAPHBIA INIOMEPYIOCKIepos [11, 12, 22]. Coueranue
YKA3dHHBIX MOP(ONIOIMYECKUX BAPUAHTOB IIOPAKECHUA
ITOYCK C AMCTEHE3NEH TOHAL, OITyXOJIbIO BUIbMCA ¥ PAHHUM
nebioroM 'PHC cBUAETENBCTBYET O HAIMYUU Y peOEHKA
cunpoma Jlenuca-Jpama win cunzipoma Opansepa.

Bniepsrie 0OBEIMHEHNE B TTATOJOTOAHATOMUYECKUH
CUHAPOM MYKCKOT'O IICEBIOrepMadpOsUTU3Ma, OIIy-
xou Bunbmca u HC 66110 nipeuioskeHo B 1967 roay
I'PyHIIoN (hpaHIy3CKUX yIEHBIX BO I1ase ¢ P. Denys [8]. B
CBOEM HaOIIOJCHUN OHU OIHUCAINA PEOEHKA C MYKCKUM
ncesaorepMadpoUTUIMOM TP KaproTuie 46,XX/XY,
OIyXOJIbIO BHIbMCA U TAPEHXUMATO3HON HE(POIATHEN,

Puc. 1. ToMO3HUIOTHBIE OJIU3HEIBI C HE(PPOTHIECKHUM CHH-
JPOMOM H MY>KCKHM IICeBAOrepMapoIuTu3MOM
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nposasusierca HC B Bospacre 13 mecanes. OgHa movka
ObLIA YJAJIEHA XUPYPIUYECKH OSHOBPEMEHHO C OITYXOJIbIO
Bunbmca. OGHAPYKEHUE B TAPEHXUME TTOUKU CEPbE3HBIX
MOPAKEHUH ITOYTH BCEX ITIOMEPYJI ITIO3BOJIMJIO UCKIIOUUTD
IUArHO3 IJIoMepynoHedpuTa. [Io10Bble OpraHbl XapaKTe-
PU30BATNCH TEPMAPPOJUTHBIM CTPOCHUEM. BHYTpEHHME
IIOJIOBBIE OPI'AHbI BKJIIOYAIA HOPMAILHO CPOPMUPOBAH-
HBIE BJIATAJIUIIE U MATKY. OCTa/IbHBIE BHYTPEHHUE IIOJIOBbIE
OPraHbl ObUIM CPOPMUPOBAHBL HENIPABWIBHO: U3BMEHEHHbIE
MATOYHBIE TPYObI U HE3PE/IAsd TKAHDb ANYKA. 32001€BAHUE
IIPOIPECCUPOBAIIO 10 PA3BUTHA XPOHUYECKOH ITOYEYHON
HegocTaTouHoCTH (XITH) cO cMepTeNnbHBIM UCXOLOM B
BO3pacre 15 MecALes.

P. Denys et al. (1967), mpoaHamu3upoBas 6omee paH-
HHUE coobmIeHus Apyrux yueHsix (Overzier C, 1964; Bain
AD., 1965; Frasier S.D., 1964; Zunin C., 1964) u CBOI1 OITBIT,
MIPUIUIN K 3AKTIOYEHUIO O TEHETUYECKOU IPUPOAE 3260-
JIEBAHUA ¥ NPEIOKIIA PACCMATPUBATD COBOKYITHOCTD
OUCTEHE3UHU I'OHAJ|, OIyXO/Iu Buibmca n Hedponatuy,
npossisonmernca HC Kak eJuHbIT CUHAPOM, HA3BAHHBIN
BIIOCJIEJCTBUE KAK CUH/IPOM Jlenuca-/Ipama [3, 10, 20].

BoliesieHHBIA B OT/I€/IBHYIO HO30JOTUIO0 CUHAPOM
Pparsepa nogpasyMeBa oj COO0H CXOKUI CUMIITOMO-
KOMIUIEKC, HO 6€3 pa3BuTHs onyxonn Bumbmca. [TepBoe
OINHCAHHE ITOTO CUHJpOMa ¢ienano S.D. Frasier et al. B
1964 rozy [10]. ITpy 3TOM OIMCAH CIIy4ail FOHA/[061aCTO-
MBI Y MOHO3UI'OTHBIX OJIM3HELIOB JKEHCKOI'O COLIUAIBHOTO
OJTA C KapuoTUIIOM 46,XY B COUETAHUH C HEDPOTHICCKUM
cuHapoMoM (puc. 1). Ilpu ocMOTpe KaKUX-IM60 OTKIIO-
HEHUH OT KEHCKOT'O M0 HAWJICHO HE OBUIO. Y IIEPBOTO
pe6eHKa U3 JIBYX B BO3PACTE G JIET IIPH OOCIE/IOBAHUH
I10 OBOJY OOJIEN B JKUBOTE ObLIIa OOHAPYKEHA U y/IA/IEH
roHagotnacroma. I1o10Beie XKene3bl ObLIN IPESCTAB/ICHDI
CTPEK-TOHAZAMU. Y PEOCHKA UMEI MECTO CUMIITOMOKOM-
wiekc HC, 00yc/10BIeHHBIN MEMOPAHO3HOM HE(PPOIATHEN
€ pOKamBbHBIM (prOPO30M. Yepes 18 mecArieB pebeHOK yMep
OT TepMUHANBHON cTaguu XITH. V BTOpOro pedeHka us
JIBOVMHMU Takxe Habmoancst HC ¢ ananornausiMu Mopgo-
JIOTUYECKUMU U3BMEHEHISMU [1I0YEK U PYAUMEHTAPHBIMU
roHagamMu. ClesyeT OTMETUTD, UTO Y OOOUX ONMHCAHHBIX
nerert HC Obul pe3UCTEHTHBIM K CTEPOUAHON TEPATHHL

B Hacrosamee BpeMs U3BECTHO, YTO PA3BUTUE CUH-
apoMoB Jlennca-/lpama u dparizepa AeTEPMUHUPOBAHO
MyTaIMEN B pA3HBIX yuacTKax reHa W1'l, pacrionokeHHOro
Ha 11pl13. Ter WT1 xopupyeT GENOK-PEeryasiTop TPaHc-
KPHUIILAN U CYLIPECCOp onyxonu Buibmca. M3HauanpHO
WT1 m3yqancs B CBA3U C COYETAHUEM OIyXOnu Buibmca
CO CJIOZKHBIM (DEHOTHUIIOM, U3BECTHBIM KaK WARG-cMHIpOM
(oryxonb BuibMca, aHUPU/HS, MOYETIONOBbIE AHOMAIUN U
YMCTBEHHAS OTCTATIOCTD) [9]. [IpeAnonaraioch, 4To reH-Cy-
IIPECCOP OIyXOJIN HAXOAUTCS B 3TOM PETHOHE U C ETO MYTa-
LIMEN CBA3aH TyMOporeHes [14]. OJHaKo Teneps ACHO, 4TO
WT1 umeerT MHOXKECTBO PA3TUYHBIX (DYHKIIUH U €TO POJIb
6071€€ MHOI'OI'DAHHA, 9YEM IIPOCTO «IIOLABIECHUE OITYXOJIH>.
MONEKYIAPHO-TEHETUYECKAE UCCICSOBAHNA CUHIPOMOB
Jenuca-Jpama u ®paiizepa CriocoOCTBYIOT IOHUMAHUIO
pom WT1 B pa3BUTUM MOYEIIONOBOM CUCTEMBI YEIOBE-
Ka. Mccnenosanus nokazany, 4to W11 BeIpQKEH UMb B
OIPEAEIECHHOM HA00PE TKAHEH B IEPUOL IMOPUOTCHES
YEJIOBEKA, 4 UMEHHO — B KJIETKAX-IIPEAMIECTBEHHUKAX
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IJIOMEPYJ SMOPUOHATIBHON IIOYKH, CTPOMAIbHBIX KJIETKAX
T'OHAJl, CEJIE3EHKU, ME30TEINAIBHON BBICTHIIKU CEP/LIA,
IUIEBPBI U OPIOMIHON IIOJIOCTH [2, 21]. B pasBuBaromencs
IIOYKE CAMBIN BBICOKUI YPOBEHb dKCIpeccuu rena WT'l
OTMEYAETCA B KOH/ICHCUPOBAHHOI ME3CHXUME, TOIA KAK
B 3PEIOM HE(DPOHE IKCIIPECCHA OIPAHNYEHA TONOLUTAMY,
NOAAEPKUBAIOIMUMU LETOCTHOCTD (PUIIBTPALIMOHHOIO
I7I0Mepy/BsIpHOro 6apbepa. Yro kacaercsa ponu WT'1 B pop-
MHPOBAaHNU 1013, TO OHA ObLIA IIOATBEPXKACHA B 9KCIIEPU-
MEHTAX Ha MBIIIAX, IJIC TOMO3UTOTHAS HHAKTUBAIM WT'1
IIPUBOJWIA K HAPYIIECHUAM (POPMHUPOBAHISA IOYEK U TOHATL
[16]. lo Hacrosmero Bpemerr WT1 0cTaeTcst OCHOBHBIM
I'€HOM, C KOTOPBIM CBA3bIBAIOT (POPMUPOBAHUE NATOJIOIUN
nonaunouek. W'l copeprut 10 9K30HOB M KOIUPYET S€ep-
HBI1 6EJIOK, KOTOPBIH CBA3bIBacT JHK 1, KaK Tpe/iionaraior,
(PyHKIMOHUPYET KAaK PErYJIATOP TPAHCKPHUIILIAHN, YETHIPbMS
LIMHKOBBIMH «IIa/IbLIaMK» (13, 17].

Cunzppowmsl Jennca-Zlpama u Gpaiizepa MMEIOT YETKOE
reHETHYECKOE OO0CHOBAHME, TAK KaK 6onee 96% anuarto-
30B cuHapoma Jenuca-/lpaima u Bce caydau CUHAPOMA
Pparizepa NOATBEPKAAIOTCA HA MOJIEKY/IAPHOM YPOBHE U
OOYCIIOB/IEHBI KOHCTUTYLIUOHAIBHBIMU I€TEPO3UTOTHBIMU
myrarusamu reaa WT'1 [15].

[ITupokoe pa3zHOOOPAZUE KOHCTUTYITUOHAIbHBIX MYy-
TAU OOHAPYKEHO IIPU cuH/ipoMe Jlenuca-Jpama (TaoiL.
1). ITONBITKY IPOBECTU KOPPEJALMY I'€HOTUII—(DEHOTUIL
HE IIPUBEIIU K YCIIEXY JAKE IIPU IIOMOIIY KOMIIBIOTEPHBIX
nporpamu [13]. Hepporuuecknii CMHAPOM IIPU CUHIPOME
Jenuca-Jpanta MOp(hOIOruIeCKU NPEACTABICH I Py3-
HBIM ME3aHIMAIbHBIM CKIEPO30M, ACOIOTUPYET NIPU PO-
JKIEHUH WIHN B TEUEHNE NIEPBBIX JIET JKU3HU C HEU3OEKHBIM
[IPOIPECCUPOBAHUEM U IOCACAYIOMNM paszBurriem XITH.
[IpucyrcrBue HE(PONATUN ONPEAEIAECT OCOOEHHOCTD
CUHZIPOMA, KOTOPBIN MOJKET CYIIECTBOBATH B BUJE ITOIHOM
(POPMBL, COCTOAMIEH U3 BCEX TPEX KOMIIOHEHTOB TPUA/BL,
WJIA HEIIOJIHOM (POPMBI, Ile HEPPOTUIECKUI CUHIPOM
COYETAETCA C ONYXOMbIO BribMca i matonoruent pop-
MHUPOBaHUA 10714 [4, 14, 19]. V 60/BIINHCTBA NALUEHTOB,
HO HE Y BCEX, PA3BUBAETCA OITYXO0JIb BUIbMCa B CpEAHEM K
18 mecariam. M3 Hux 20% MarueHTOB UMEIOT IBYCTOPOHHEE
nopaxxenue. HanpoTus, CpeiHUI BO3PACT BO3HUKHOBE-
HUA CIIOPAAUYECKON onyxomu BumbMca — 44 mecdna, a
JIBYCTOPOHHEE €€ Pa3BUTHE JIUIIb B 8% ciy4aes [0, 7, 18].
[MCTONOINYECKUE PA3TYNSA TP CIIOPAUIECKOU OITYXOJN
Buibmca u onyxonu BusbMca ipu cunjpome Jlennca-/Ipa-
12 He YCTaHOBNEHH! [5]. [Ipn cunzpome Jlenuca-/lpama
BBIABJICHO MIIPOKOE PA3HOOOPA3HE IIOJIOBBIX HAPYIICHUM:
GOJIBIIMHCTBO MAIUEHTOB C KAPUOTUIIOM 46,XX BBITTIS/IAT
BHEIIHE HOPMAIbHBIMU, HO MOI'YT UMETb CTPEK-TOHA/IbI, 4

Tabruya 1
OcHoBHbIE TU( D epeHITHATHPHO-THATHOCTHICCKHE
OTINYMA CHHAPOMOB JleHuca-/Ipama u ®parizepa

Camapon Aerooca-Apanra Crmpomn Ppasizepa
Hedop oTrmgeckrda compn pon Hedop oTengeckedi crmp om
Teepporepmacdp opsmrem IMeesporepuadsp onrmeen
46 KT 46, K
O onk Branzaca =500 —
Arrhdre T okanEEO-CeTMEHT 2P FETH
MEEIHTHANE HEL CHARp 02 TAOMEDFADCK AR OF
Tlexerimecwni aedweut
11pld 11pla
G- piase U191 313 01 SLif METH OB

HAIHEHTHI C KAPHOTHUIIOM 46,XY NMEIOT HEOHOZHAUHbIE
TOHA/Ibl WK MYKCKOH IICEBAOTEPMA(pDPOTUTUSM.

Cunzipom Ppaitzepa BO MHOI'OM ABJIAETCA CXOKUM C
CHUHZIPOMOM Jlenuca-/lparma, HO C HEKOTOPBIMU BAKHBIMU
KIMHUYECKUMHU pasnnarsamu [10]. B wactanocth, Hedpo-
MATHA, KIMHUYECKU NPOABIAIOmanca Takke HC, umeer
TEHJICHITUIO K 60JIee MO3/IHEN MaHUMECTAITNN 1 BHI3BAHA
(POKAIBHO-CErMEHTAPHBIM ITIOMEPYIOCKIEPO30M (Ta0L. 1).
[Tpu aTOM Taxke paszsusacrca XIIH, HO B Oonee nosgHue
CpOKH, YyeM IIpu cuHzpome Jlennca-parra. Ilpegpacmono-
JKCHHOCTD 3THX ITALMEHTOB K PA3BUTHIO OITYXO/H Brunbmca
He 0Ka3aHa. OHAKO TP CuHApoMe Pparizepa roHazo00-
JIaCTOM4, BOZHMKAIOMIAs B/IUCTEHETUYHBIX 'OHA/IAX, DA3BHU-
BACTCsA IOPA3/L0 Yallle, YeM [IPpU CUHpoMe JleHuca-Jlpama.
[Tpu 3TOM IPEOOIARAIOT JOOPOKAYECTBEHHBIE OITYXOJH,
PEXKE 3IOKAYECTBEHHBIE — OOBIYHO 3TO repMuHoma. Kpome
TOI'0, MALMEHTEL C CMHAPOMOM Pparizepa U KAPUOTUIIOM
46,XX UMEIOT YaCTO HOPMAIBHOE CTPOCHHE HAPYKHBIX
BHYTPEHHUX MOJIOBBIX OPTAHOB, 4 C KAPUOTHUIIOM 46,XY —
PAa3INYHbBIE OTKIOHEHUS B (POPMUPOBAHUU 11014,

KIIMHUKO-TEHETUYECKAS CXOKECTh CUH/IPOMOB JleHu-
ca-JIpamra u @parizepa POAOILKAET OCTABATLCA IPEIMETOM
HAYYHBIX 1€0aTOB OTHOCUTEIBHO TOI'O, ABJIAIOTCA JIU ITU
IBA COCTOSHMA PA3HOBUAHOCTAMU OJHOIO 3200JIEBAHMA
WIN 3TO PA3IMYHBIE CUH/JPOMBI, BBI3BAHHbIE MYTAL[HAMU
OJTHOT'O M TOTO ke TeHa [15].

I eabr0 HAIETO UCCIEJOBAHNA ABUIOCh U3YUYCHUE
KIMHUKO-TEHETUYECKUX XAPAKTEPUCTUK CUHAPOMOB Jle-
Huca-/pama u Oparizepa.

MaTCpI/IaJI U METOAbI HCCIICAOBAHUA

Hamu o6¢ieioBaHo 6 eteit B Bo3pacre oT 2 110 14 et
C TIEPBOHAYAJIBHBIM INATHO30M: IVIOMEPYIOHEPPUT, TOP-
MOHOPE3UCTEHTHBIN HE(PPOTUYIECKUIT CUHAPOM. [Tocne
MIECTUHEAEIBHOTO KyPCd NPEJHNU30I0OHA B I03€ 2 MI/KT
6bUIA YCTAHOBJIEHA TOPMOHOPE3UCTEHTHOCTD. [ToMUMO
OOMIECTIPUHATHIX KITMHUKO-TA00PATOPHBIX METO/IOB 00O-
CJIEJOBAHUA, IPOBOIMJICA TIATEIbHBIA I€HEATIOIMUYECKUI
AHAIU3 POJOCIOBHBIX OOJIBHBIX, d IBYM OOJIbHBIM IIPOBE-
JICHA YPECKOKHAST OHOIICHA MOYKU. [Ipn uccnenoBaHnmu
HE(POOUONTATOB UCTIONBb30BAIN TUCTOIOTMYECKUM, UIMMY-
HOTUCTOXUMUYECKUI U 3JIEKTPOHHO-MUKPOCKOIIMYECKUN
MeTojIbL JIBOE /ieTer 06ceJoBaHbl MeTOIoM SSCP-aHam3a
U NPAMBIM CEKBEHUPOBAHUEM 8-TO, 9-TO 9K30HOB U 9-TO
nHTpOHA reHa WT'1. BceM aeTsam mpoBeieHa MOJIEKYIISIP-
HO-IIUTOTEHETUYECKAS TUATHOCTHKA.

Pe3yIbTaThl HCCIETOBAHUA U O0CY KICHHE

B pesynprare 06C1e10BAHNA Y UETBEPBIX U3 MIECTH JIe-
TEN JUATHOCTUPOBAH CUHAPOM [leHuca-Jpaina, a ABOUM
OBLI TOCTABJIEH JUATHO3 CUHApoMa Pparizepa (Tadm. 2).

V oHott iesouku (Ne 6) ¢ cunpoMom Jlenuca-JIparma
U OTYXOJbIO BrtbMca ¢ KApUOTUTIOM 46, XX HapyIICHMIA
(popMUPOBAHUA 11012 JIO IIATH JIET HE OTMEYAJIOCh. Y IIITU
JIETEl U3 MECTY OblT KApUOTUI 46,XY, 4eTBEPO U3 HUX UME-
JIV KEHCKUH (DEHOTHUIT ¥ ObUIN BOCIIUTAHBI C OPUEHTALIET
K JKCHCKOMY 1ojTy. OguH nanueHt (Ne 5) MM KapuOTHIL
46,XY 1 MyXXCKOH IIOJI, IPUCBOEHHBIIN IIPU POXKIEHNH,
OJIHAKO CTPOEHUE TEHUTATINH OBUIO ITO repMAPPOJUTHOMY
TUIy. HeoIHOKPATHO MPEAIIPUHUMACMBIC TIOIBITKHA KOP-
PEKLMU [T0J1A OKA3INUCH OE3YCIIENHBIMU B CBA3HU C IPOBO-
JUMOMH B TOT MOMEHT CTEPOUJHOM WIN IIUTOCTATUYECKON
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Tabauya 2
XapakTepHuCTHKA OOJIBHBIX C CHHApOMaMH Jlennca-/Ipama u ®@parizepa
Boar- | BozpacT Bozpact Coumanerer | Domaps Faprorrm farEEIE LAHE- iz in: 0kd
HOH marpachec T o HiC mon Hedpobromorm | mHaoE
1 15 2 HEHCK I WHCKIR 463 DT + Dpateep
2 15 4 HEHCK I WOHOKIR 4o 35 - - Dpateep
) 7 2 WEITKIE WO KIE 40 XY LWIC - Loerman-fhp anr
4 9 5 WeHTKHiT WO KHE 46, 3% - - LopEpar - anr
Sk 15 T P OMAEERLT J.qrmu:xl:-i& MY}KCKIIE 46307 — — Loe e - 2
ek 5 1.2 HEHCK I 4,305 PN Ll + Leermpac-fup anr

Ipumenanue.” cumepmo om XI1TH; * nanuque onyxonu Bunemca; PCIC — poxansno-ceemenmapoiii 2nomepynocknepos; AMC — ougpgpysmuiii

ME3AHUANIHBLILL CK1epo3.

Tepanuen. Bcem 60/IbHBIM C HApyIIeHUEM (POPMUPOBAHNSA
[10J1a IPOBEAECHA JBYCTOPOHHAA JIAIAPOCKOINYECKAS
TOHA/I9KTOMHUA B CBA3M C BBICOKUM PUCKOM PA3BUTHA I'O-
H4/J06/1aCTOMBI U3 TKAHH aHOMAJIbHBIX ITOJIOBBIX KeJie3. Bo
BCEX CJIy4asIX BBIABICHBI PYJUMEHTAPHBIE TOHA/IBL, OJIM3KUE
K MYKCKUM, Y OFHOTO manuenTta (Ne 3) — AByCTOPOHHAA
rouago6aacroMa. s pasBUTHA BTOPUYHBIX KEHCKUX
IIOJIOBBIX TPU3HAKOB, MHIYKIIMHA MEHCTPYIBHOM (DYHKIIMH
1 JAJIBHENIIEH OPUEHTALMN PEOEHKA 10 KEHCKOMY IOy
oxHOMY nanueHTy (Ne 1) 6pu1a HA3HAUEHA 3AMECTUTEIbHAS
TEPAIHs MIPENAPATAMU ICTPOIEHOBOIO PAAIA.

Y BcexX OOMBHBIX UMEJI MECTO HENOMHBIN HC, a ropMOHO-
PE3UCTEHTHOCTD ObLITA KOHCTATUPOBAHA ITOC/IE HEA(PPEK-
TUBHOCTH TEPANNU AICKBATHON JO30M NPEAHU30NOHA. Y
IBYX rmanyeHToB (Ne 1, Ne 3) mpu 1e4eHru IPEAHNU30IOHOM
[IPOM3OIIUIO YBEIMUEHNE NPOTEMHYPUU. ITOMbITKA JIEYeHUA
HUKI0(POCHAHOM UITH JIEUKEPAHOM Y TISITU U3 TIIECTH JICTEH
OK434/1aChb TAKKE HEI(PPEKTUBHOM. B Ta6/I. 2 YKA3aH BO3-
PacCT, BKOTOPOM Y ICTEH BIIEPBLIC BBIABICHDI K/IMHUKO-JIA-
6OpPATOPHBIE TPU3HAKK HE(PPOTUIECKOIO CUHIPOMA: Y
3 (Ne 3, Ne 4, Ne 5) mpu AUCIIAHCEPHOM OOCIEAOBAHNN
B ITOJINKJIMHUKE TI0 MECTY JKUTENBCTBA; Y ABYX JeTer (INe
1, Ne 2) manudecranust HC ormeuanace Ha pone OPBU;
y oanoro pedenxa (Ne 6) npusHaku HC BBIIBUINCD TPU
006CIEA0BAHNY 110 ITOBOAY OIyxonu Bunbmca. Cyautb 06
HCTUHHOM BO3PACTE HAYAIA 31601€BAHUS OBUIO TPYAHO
B CBA3U C BO3MOKHBIM OECCUMIITOMHBIM €O HAY4JIOM B
BUJIE ACUMIITOMATHYECKOU IPOTENHYPUU.

[TyHKIIMOHHA HE(PPOOUOIICHA IPOBEICHA IBYM ICTSM.
V opnoro nanuenta (Ne 3) ¢ cunapomoM Jlenuca-Jlpara
BBIAB/ICH JU(D(PY3HBIA ME3AHIUATIBHBIIN CKIIC-
po3,y apyroro (Ne 1) ¢ cuappomom Pparizepa
— (POKANIBbHO-CETMEHTAPHBIH ITIOMEPYIOCKIIE-
PO3.Y 3TUX IETEN IPUMEHEHUE UMMYHOTUCTO-
XUMHUYECKUX METO/IOB HE BBIABU/IO OT/IOXKEHUSA
MMMYHHBIX KOMIUIEKCOB B HE()POOHOIITATE.
V maruenTa Ne 6 o6HapyxeH audy3Hbiit
ME3AHIMATIbHBIA CKIEPO3 ITIOMEPYT B TKAHU
IIOYKH, HE MOPAKEHHOMN OIyXO/bI0 Brbmca
1ocsIe HEPPIKTOMULL

Cnenyer OTMETUTb BApHUAOEIbHOCTD BO3-
pacra passurus XITH. Y G0IbHBIX C CUHIPO-
moM Pparizepa XITH pazsuiace B 14 s1eT, Torma
Kak npu cupzgpome Jenuca-JIpama y aByx
mareHToB (Ne 5, Ne 6) — k 11 1 5 Tojiam coor-
BETCTBEHHO. B CBA3M C TEPMUHAIBHON CTA/IUEL
XITH ogaoMy 601bHOMY (N 1) ¢ CHHAPOMOM
@parsepa B 15 €T IpoBeiEHA TPAHCIUIAHTA-
LM [IOYKHU OT OTLIA.

OZHOCTOPOHHAA OIYXOJb BuibMca Ha-

\
S
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6/II0LATACh B TPEX CIy4asaX U3 YETBIPEX Y OONBHBIX C CUH-
apomoM /Jlennca-/lpama. Ha6moaenne 32 60JbHBIMU U
HX JUHAMUYECKOE OOCIENOBAHNE ITO3BOJIAIO NCKIIOUNTD
OIyXOJIb BUIbMCA MU €€ METACTA3HI (Y TAHHBIX OOIbHBIX
HX HE ObUIO) KAK IIPUYMHY JAIbHENIIETO Pa3BUTHA HE(PPO-
matuu. B aByx ciyaanx (Ne 1, Ne 6) IMarHo3bl CAHAPOMOB
Jenuca-/Ipama u ®parizepa NOATBEPKACHBI MOJICKYIIIP-
HO-TEHETUYECKUMU UCCIEAOBAHIAMMU.

Taxrm 00pa3oM, KIMHUYECKOE U TEHETUYECKOE PA3HOO-
6pasue cuHPOMOB Jlennca-JIpama u @parizepa 3aTpyHa-
€T CBOEBPEMEHHYIO BEPU(PUKAIUIO 3TUX HO30I0T NYECKUX
opm 3a601€eBaHNN. Hrke PUBEICHO ONTMCAHUE HEKOTO-
PBIX HAOJTIO/IABITNXCSI HAMU OOJIBHBIX.

Haonooenue 1

MaumenT 1. Ans A, HaxoanTcs noa Habnoaernem ¢ 14 ner,
ot 11-it 6epemeHHOCTH, 4-X CPOUHBIX PU3MONOTUYECKUX POROB
(puc. 2). Mpeasinywme 10 GepemeHHOCTEN NPOTEKANM C TOKCHKO-
30M u HedponaTtueit. [Nepsas GepeMEHHOCTb 3AKOHYMIACH POAAMM
3[0POBOM [OHOLIEHHO AEBOYKH, ABE BEPEMEHHOCTH — POfaMM
LOHOLLEHHBIX MASIBYMKOB CO CIUHHO-MO3TOBBIMMU TPBKAMM, KOMOUHM-
POBAHHbBIMKM MOPOKaMM cepaua. [eTv ymepnu B rpyaHoM BO3pacre.
Cemb GEpPEMEHHOCTEN 30BEPLIMANCE CMIOHTAHHBIMU QBOPTAMM B
nepBom TpumecTpe. HacnencTBEHHOCTb OTAMOLLEHA MO rUNepTOHK-
yeckol 6oneshu. Bec u poct npu poxaeruu HopmansHsie. Mon npwu
poxaeHnn onpegeneH kak xeHckuit. Manndecraums HC 8 2 rogo
Ha doHe OPBU: sanepxka moun go 12 yacos, asoTemus, npotem-
Hypusa, otexkos HeT. Cumntomokomnnekc HenonHoro HC coxpansnca
1o 14 net, npotenHypus gocturana 13 1B CyTk1 M COMPOBOXAANACH

. d ﬁ SR Aﬁiké“

'MnepToHuyeckasn 6onesHb
n natonorna CCC

Mukpouedanus, OLIMN

@ OHkornornyeckne 3abonesaHus TpaHcnokauus 13-i1,16-11 xpomocom

567 89 10 1112

@ CnunHHO-MO3roBas rpbpka

Puc. 2. ®parmeHT pogocaoBHOM nanuenTa 1 (15 xer).
Juarao3s: cuaapom @parizepa
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HEPE3KO BLIPAXEHHON rMMNONPOTEMHEMUEN, TUNEPIUTUAEMHUEN,
rMnepxonectepuHemmen. MHOrOKPATHO NPOBOAMMAR [IIOKOKOP-
TUKOMAHAA Tepanua B ALEKBATHbIX CYTOYHbIX M KYPCOBbLIX OO3CX,
O TAKXe UMTOCTATUYECKOs Tepanus uuknodochaHom sddekta He
pann. C 10 net otMeyoeTca CToikas apTepuanbHas tMNepTeH3ms.
MonekynapHO-UMTOreHeTMYECKas AMArHOCTUKA BLIABUNG KAPMOTMN
46,XY co cbanaHcMpoBaHHOM TpaHcnokauuen xpomocom 13 u 16,
QHONOMMYHAS TPaHcnokaums npu kapuotune 46,XX sbisBneHa y ma-
Tepu u cectpsl npobaraa. CemenHas COANAHCUPOBAHHASA TPAHCIO-
kaums 13-4 u 16-i xpOMOCOM, NO-BUANMOMY, HE UMEET NPAMOTO
OTHOLUEHMS K OCHOBHOMY 3000NEBAHMIO, HO MPEANONOXMTENLHO
SBMNACH NPUYMHOM XPOHUYECKOTO HEBLIHALLMBAHMA BEpemMEHHOCTEN
Y MOTEPH 1 PaHHEN rMbenu 2 cMbCoB, POAMBLUMXCA C MHOXECTBEH-
HbIMM GHOMQNMAMK Pa3BuTHs. MopdoBronTieckoe MccnenoBaHme
nouek y HaBMIOACEMOM GONLHON BEIABUIO POKANBHO-CETMEHTAPHBIN
MOMEPYNIOCKNEPO3 C TOTAMbHbIM TMANMHO30M EAUHUYHBIX TTOMEPY,
aTpodueit kaHanbLesoro snutenus (puc. 3, us. skn.). Ha ocHosakmm
pesynbTaToB 06CNEaoBaHUA Gbi NOCTABNEH AMATHO3 CUMHAPOM
@paitsepa: GOKaANbHO-CETMEHTAPHBIM MOMepyNocknepos (Hedpo-
TUYECKUI CUHOPOM, HENONHbINA, TOPMOHOPE3UCTEHTHBIN); MyXCKOM
NCeBaorepMadPOAMTHIM C AUCTEHE3NEN TOHAL (KEHCKMI deHoTMN
npu kapuotune 46,XY). Iuardos noareepxaeH MonekyngpHo-reHe-
TMYECKUM MCCIELOBAHWEM: OMPERENeHa MyTauus B 9-M MHTPOHE
rena WT1: obHapyxeHa samera G—A B nonoxermm (+5) (puc. 4,
uB. BKJ1.). YuuTbiBAS BhIlLECKA3aHHOE, AHe A. Bbina OTMEHeHa CTe-
pouarHas Tepanms, 6e3 3GGeKTa NPOBOAMMAR MO MECTY XUTENLCTBA.
C rMNOTEH3MBHOM, QHTUNPOTEUHYPUUECKON M NPOTUBOCKIEPOTUYE-
CKOWM uenbio Bbin HasHadeH kanoTeH B cytouHoi ose 50 mr. Mpu
TMCTEPOCKONMYECKOM NCCNELOBAHMM BbIABNEHbI MAOTOYHbIE pr6bl n
PYAMMEHTOPHAA rOHAAA, BNM3KAs NO CTPOEHMIO K NPUAATKY AMUKA.
B cBA3M C BOMOXHOCTBIO MONUTHU3ALMM TOHOA M MATOYHBIX TPYD
nposeneHo wx yaanerne. C uenbio CTUMyNSuMM PA3BUTMS BTOPHUHBIX
XEHCKMX MOSOBbIX MPU3HAKOB M MHAYKLMM MEHCTPYANBHON GyHKUMM
HO3HQYEHA 30MECTUTENbHARA TEPANMA MPENapaTaMU 3CTPOrEHOBOTO
psna. K 14 ronam y 6onbHoi passmunacs XMH, a 8 16 net & cassu
¢ TepmuHanbHoit ctagmeit XTH nocne Tpex ceaHcos remoananisa
npoBeaeHa 6unatepansHas HEPPIKTOMMS M TPAHCTIAAHTALMS NOYKM
ot otua. B Hactoswee Bpems, no ucreuennn 11 mecaues nocne
nposepeHus onepauuu, npotenHypus He npessiwaer 100-200
Mr/24 4, nOKa3aTen KPEATUHMHA, MOYEBMHBI, MOYEBOMN KMCIIOTH HE
npeBbIAioT HopMbl. COXPAHAETCS APTEPUALHAS TUNEPTEH3MUS —
140-130/90-80 mm pr. ct. (no onepaumm oHa gocturana 200/140
mm pT. cT.). MaumerTka nony4aeT uMToCTaTUYeckyio Tepanmio, ne-
YeHWe NPEenapPaTaMmM 3CTPOrEHOBOTO PAAC BPEMEHHO NPEKPALLEHO.

Haomooenue 2

Mauwment 3. Onbra M., 7 net (puc. 5), ot 3n0possix pogutenei,
NepBoi GEPEMEHHOCTH, NEPBbIX CPOYHbIX HUMONOTUYECKUX POAOB.
HacnencteeHHOCTb OTAroLLEHa Mo NATONOMM CEPAEYHO-COCYANUCTOM
cnctemsl (MBC, runepToHudeckas GonesHs) no nuHMM MaTepH,
NATONOMMM OPFAHOB MbIXAHMA (BPOHXMTHI, MHEBMOHMK) MO MHHMM
OTUO W MOYEKOMEHHOM GonesHn ¢ obenx ctopoH. Bec u poct npw
poXaeHnn HopmanbHble. [Mon pebeHKa onpemeneH Kak XEHCKUM.
B sospacre 1 ropa u 2 mecaues sbigeneHs N1060PATOPHbIE NPH-
aHaku HenonHoro HC: npotennypus, pocturaiowas 6—8 r/24 u,
[ OpPMOHOPE3NCTEHTHOCTL YCTAHOBNEHA MOCNE NEYEHUs NPeaHn30-
JIOHOM B QIEKBATHOM KYPCOBO# M BO3PACTHOM fo3e. [Mou Tepanmm
NPEHM30NOHOM OTMEYANOCh YBEnMYeHHe npoTenHypun 1o 16 /24
yaca. Mpu obcreposanmun B otaenequn Hedponorn MHUNN u
IX B BO3pacte 3 net yCcTaHOBAEH XEHCKWI GEHOTUN, NoBeaeHHe
6bINO AAEKBATHO NACNOPTHOMY nony. [Mpu nposeaeHMn uMToreHe-
TMYECKOTO MCCNEeNoBaHMs ycTaHoeneH kapuotvin 46,XY/45X. Mpu
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CUHAPOM

@ Matonorua CCC
. MouekameHHas 6onesHb

@ MaTtonorus OpraHoB ObIXaHUs

Puc. 5. ®parMeHT poJoCcIOBHOM nanueHTa 3 (7 1er).
Juarao3s: cuaapom Jlenuca-/JIpama

MOPPOBMONTUYECKOM UCCNEAOBAHMM MOYKM BbisBNEH AUdPY3HbINA
ME3QHMManbHLIN cknepos (puc. 6, us. Bkn.). CyTouHOE MOHMTOPHPO-
BAHWE APTEPUANLHOro AABNEHWA NOKA3ANO OTYET/IMBYIO TEHAEHUMIO
K QPTEPHANLHON MnepTeH3mm. Y BONbHOM MK HOPMATBHBIX KEHCKUX
FEHUTAMAX BLIABNEHA MATKA B BUAE TAXA, NPOBEAEHA FOHAASKTOMMS
NANAPOCKOMUUECKMM METOIOM, MPH TMCTONOTMYECKOM MCCIIEA0BAHMM
X 0BHAPYXEHA ABYCTOPOHHAA roHapobnactoma. Takum o6pasom,
y peberka ¢ HenonHbim [PHC, ca3aHHbIM ¢ anddysHbIM MesaHmm-
QNbHBIM CKIIEPO30OM, ONPEAENEH MyXCKOM MCEBROrepMadPOANTUIM
C XEHCKMM PEHOTUMOM, YTO ABASETCH OCHOBAHMEM Mt MOCTAHOBKM
amarHo3a cnapoma Hdenvca-[pawa, HecMoTps Ha OTCYTCTBUE B
HOCTOSLLEE Bpema Onyxonu BMJ'II:MCO, TAK KAOK B AAHHOM cCny4ae
PUCK €€ PA3BUTMS OCTAETCS HO MPOTAKEHWM BCEN XM3HW NALMEHTA.

Haomooenue 3

MaumeHTt 6. Pebenok (5 net), ot nepsoit GepemeHHOCTH,
nepBbIx CPOYHbIX dramonormueckmnx popos (puc. 7). Hacnencreen-
HOCTb OTATOLLEHA MO NATOMOTMH CEPAEYHO-COCYANUCTOM CUCTEMI U
HOMMYMEM MUHUMATBHOM NpOTenHypun y matepu. Bec u poct npu
poXaeHnn HopmansHbie. [Mon pebeHKa Npyu poxaeHun onpeaeneH
kak xeHckuit. B 1,5 romo BbisiBneHa onyxonb NpaBoO¥ MOYkM W
knuHuko-nabopatoprsie npusHak HC. Mocne yaanenus onyxonu
BMECTE C MOYKOM MPU3HAKM HEDPOTMYECKOTO CUHAPOMA MCYE3NH,
OfIHOKO COXPAHSANACH MUHUMAMBHAS NPOTEUHYPHA. [MCTOnOrIMYeCckM
6N YCTAHOBREH AMArHO3 omyxomu Bunbmca, mopdonorueckuit
QHQNW3 TKOHM STOM XE NOYKM, HE MOPAKEHHON OMyXOMbIO, BLIABUN
anddy3HbIA ME3aHTManbHBIM cknepos. B sospacte 2,5 net sHoBb
obHapyxeHa npoTenHypus 6onee 3—4 r/24 . Monbitkun neyeHus
HC npeaH13010HOM M LMTOCTATUKAMM OKA3ANMCh HEIPDEKTUBHBIMM.

|
1 2 3 4
37 n. 35 n.zs
11 oo
1 2\.)’
7 n.
111
W_Hennca-fpawa
CUHAPOM

@ Matonorus CCC
MpoTenHypus

Puc. 7. ®parmMeHT pogoCIOBHOM nmanueHTa 6 (5 er).
Juar"o3s: cuaapom Jleauca-/JIpama
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B Bospacte 3 net 6bina obcnenosaHa B OTaeneHun Hebponorm
MHUWM v OX M3 P®, rae nocrasneH amarHos cuHppoma Le-
Huca-fpawa. PebeHky npoBeseHO MONEKynspHO-TEHETUYECKOE
uccneposanue. Beigsnen kapuotun 46,XX. narHos nogreepxaeH
MONEKYNSPHO-TEHETUYECKMM MCCNIELOBAHMEM: OMPEAENEeHd MyTa-
umnst B 9-m 3k3oHe reqa WT1: obHapyxera samena GCT—ACT &
kogoHe 327, NpuBOAALIas K aMMHOKMCNOTHOM 3amere Ala—Thr.
JlaHbl pekoMeHaouMM No OTMEHE CTEPOMAHOM M UMTOCTATUYECKOI
Tepanuu. B sospacte 5 net passunace XIMH. B Hacroswee spems
[EBOYKE NPOBOAMTCH MEPUTOHEANbHbIM aManus. B nnane obcne-
LOBAHWA — onpedeneHue yposHs GONIUKYNOCTUMYIUPYIOLLETO W
NIOTEUHN3MPYIOLLETO TOPMOHOB B CIBOPOTKE KPOBM 1St AMATHOCTMKM
MATONOMMM MOMOBBIX XENE3.

Takum 06pa30M, PE3YIBTATH HAMUX HAOMIO[EHUN
IIO3BOJIAIOT BBIIECINUTD HECKOJIBLKO KIMHUYECKUX (POPM
cunpoma Jlenuca-JIpania:

1. Hapymenue (popMupOBaHUA MIOJIA IIPA KAPHUOTUIIE
46,XY (MYKCKO¥ MICEBAOTEPMADPOTUTIBM, IUCTCHE3US TO-
HaJ 1 JIp.) +OIyxosb BunbMca + HEpPOTUUECKNI CUH/IPOM.

2. Hapymenue (popMUpOBAHUS TTOJIA TIPU KAPUOTHUIIC
46,XY (MYKXCKO¥ HCEBIOrepMAPOIUTHIM, TUCTCHE3HS
TOHAZ U JIP.) + HEPPOTUUECKUIT CUHPOM.

3. Kenckwuit penorun npu kapuorune 46,XX (6e3
12TOJIOTMH 110J1) + OIyX0JIb BribMca + He(ppOTUUECKUN
CHHJIPOM.

A'TaxoKe CIIeSyIOMUHA KIMHUYECKUHI BAPDUAHT CUHPOMA
dparizepa:

1. Hapymenue (popMupOBaHMA [IOJIA IIPYA KAPUOTUIIE
46,XY (MyKCKOH ICeBIOrepMadpOUTH3M, IUCTEHE3S
TOHAZ U JIP.) + HEPPOTUUECKU CUH/IPOM.

AHAIM3 JAHHBIX JIUTEPATYPBI IIO3BOJLIET TOBOPUTDL O
HATMYNAY CUH/IpoMa JleHuca-/lpama npu ;KkeHCKOM (peHO-
THIIE C KAPUOTUTIOM 46, XX, IUCTEHE3UET I'OHAJI, OTTYXOJIbI0
BubMca 1 HEPPOTUIECKUM CUHAPOMOM.

B ymreparype TarKe ONMCAHbI CIIE ABA KIMHUYECKUX
BapuaHTa cuHApoma Oparizepa:

1. JKenckuit peHoTun npu kapuoture 46,XX (6e3 ma-
TOJIOTMH 110712) + HEPPOTUIECKUIT CUHPOM.

2. Kencxkuit penorun npu kapuorune 46,XX + jucre-
He3MsA roHA/ + HePPOTUIECKUI CUHIPOM.

V Bcex HaOMOJa€MbIX OOIBHBIX IPUMEHEHHE IIPE/IHU-
30JI0HA U [IUTOCTATUYECKON TEPATTUHU SBIACTCI HEADPEK-
THUBHBIM, UTO IO TBEPKAACTCS U JIATEPATYPHBIMU JAHHBIMU
[22]. Boree TOro, UMMYHOCYIIPECCUBHAA TEPANIUA MOXKET
IIPUBOAUTD K Py OCJIOKHEHUH, HAPYIIEHUIO COLIUAIBHON
AOANTALMH 1, YTO OYECHD BAXKHO, YMEHBIIAET BEPOATHOCTD
3(P(EKTUBHOIO NPOBEACHUA KOPPEKLIMH T10Id U TPAHC-
IUIAHTALIAN [TOYEK.

[TporHo3 60bHBIX C CUHApOMaMu JleHuca-/Ipama u
dpaiizepa OIaronpUATEH B CJIyUA€ IPABUWILHOIO IIOA00PA
TPAHCIUIAHTATA, TAK KAK BO3OOHOBJICHNA B HEM ITATOJIOIU-
YEeCKOI'0 IIPOLecca OObIYHO He Hadmopaercs [15, 22]. [1pu
11o060pe JOHOPA TPAHCILIAHTATA HEOOXOAUMO YUHUTHIBATD
BO3MOXHOCTD CYIIECTBOBAHUA MyTAIMH B 1 1-11 XpoMocome
Y POZICTBEHHUKOB C KAPUOTUTIOM 40, XX. TaK KaK mMpoBe-
JEHUE NIEPUTOHEATBHOIO U IFEMOIUATIN3A Y JETEH MOXKET
IIPUBOAUTD K OCJIOKHEHUAM, TO TPAHCIVIAHTALIUIO IIOYEK
LIEIECOOOPAZHO IPOBOJUTD 10 HAYAIA STOM TEPAITUH.

3axiIroueHue

Taxkum obpazom, Ha ocHoBaHUU Hanuuus 'PHC B
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COYETAHUH C NCEBAOTEPMAPPOJUTUIMOM U KEHCKUM
(peHOTUIIOM IBYM JETAM ObLI IOCTABJIEH JUATHO3 CHH/PO-
ma Opaiizepa. Hammune 'PHC B coueTannu ¢ OnyXosbio
BubMca M TATOIOTUEN MTOJIOBBIX OPTaHOB IAJI0 OCHOBAHUE
UL [IOCTAHOBKU INATHO32 chH/ipoMa Jlenuca-/lpaima emje
YETBIPEM AETAM. PA3HOOOpA3HE KIMHUYECKIX IIPOABICHUN
IIO3BOJIWIO BBIIE/TU T HECKOJIBKO KIMHUYECKUX BAPUAHTOB
cnapoMoB Jlenuca-Jlpama u @parizepa. Micrionb3oBanue
NPEJHU30IOHd U UTOCTATUKOB Y IETEN C CUHAPOMAMU
Henuca-Jpama u Ppaiisepa NPUBOAUT K YXYAEHUIO CO-
CTOSIHUA OOJIbHBIX U YBETTMYEHUIO CTEIICHU IPOTEUHYPUH,
CIIOCOOCTBYET HAPACTAHUIO CKIIEPOTUYECKUX UBMEHEHUN
B IIOYEUHOU TKAHU U IPOIPECCUPOBAHUIO 3a00IEBAHNSA
¢ 6onee panHuM ucxopoM B XIIH. B ¢Ba3u ¢ 3tuM npu-
MEHEHUE NIPESHU3O0I0HA U HUTOCTATUKOB Y TAKUX JACTEU
HELENIeCO00PA3HO.

VuuTbIBasg CIOKHOCTD JUAIHOCTUKUA CUHAPOMOB /le-
Huca-/Ipama u ®parisepa, KAPUOTUIIMPOBAHUE ABIACTCA
HEOOXOJUMBIM UCCIEJOBAHUEM B BEJICHUU OOJbHBIX C
I'PHC (BCeX IEBOUEK, 4 TAKKE MAJIBUUKOB C NIPU3HAKAMU
COYETAHHOTO HAPYIIEHUs (POPMUPOBAHUA OPTAHOB MOYE-
BOM U ITOJIOBOM crcTeM). Hanmnuue y IeBOYKM KapHUOTUIIA
46,XX mpu HOPMAITBHO CHOPMUPOBAHHBIX [TOTOBBIX OPIa-
HAX HE UCKIIOYAeT HAIMuue y Hee cunyipoMa Opansepa, a
IIPY COYETAHMU C OITYXOJIbIO BribMca — cunapoma Jlenu-
ca-/Ipama. OTO MOATBEPK/IAET HEOOXOJUMOCTD BBEICHIUSA
B IIPOI'PAMMY UCCIEAOBAHUN Y TAKUX AECBOYEK YPOBHA I10-
JIOBBIX TOPMOHOB B KPOBH U Y3M OPraHOB MaJIOrO Ta3a 1A
WCK/IIOYEHNA JUCTEHE3UN TOHA/L. BhIABIeHHE Y 60IBHOIO
¢ IPHC kapuoruma 46,XY 1pH KeHCKOM (DEHOTHUIIE W
kaprotuna 46,XX ¢ FPHC npu HUTMYINH WIH 6€3 OIyXOH
BusibMca 06yCnaBIuBaeT HEOOXOAUMOCTD IIPOBEACHUS
MOJIEKYJIIPHO-TEHETUYECKOI'O MCCIeA0BaHus reHa WT'1.
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OueHKa pasanyHbiX METOLOB AHTUKOATYNALMM
Npu NPOBEAEHMN 3AMECTUTENBHOM NMOYEHYHOM
TEPANMM Yy DOMbHLIX C BHICOKMM PUCKOM PO3BUTUS
KPOBOTEUYEHMUS NOCNe OnepaLuin HaO CepaLe

M COCYOAX

M.B. ApyctoBckuii, H.H. CamcoHoBa, J1.I. Banbik6aesa, P.I". [puropbsaHu,
J1.T. Knumosuuy, P.A. TenTtHep
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Assessment of different methods of anticoagulation during
renal replacement therapy in patients with high risk

of bleeding after cardiac and vascular surgery

M.B. Yarustovsky, N.N. Samsonova, L.G. Balykbaeva, R.G. Grigoriantz,
L.G. Klimovich, R.A. Gueptner

Knrouesgoie cnoa: IKcmpaxopnopansHbili KOHMYpP, AHmuKoazyaauius, kKpo8omeueHUA.

IIpoaHaATU3UPOBAHBI PE3YITATHI 80 MpoIEaypP 3aMeCTHUTEIbHO MoueIHO¥ Tepanuu (3I1T) y 35 GOIBHBIX ¢
cuHIpoMOM IIOH H BBICOKHM PHCKOM PAa3BHTHA KPOBOTECUYECHHUA B PAHHEM IIOCIEOIEPAMOHHOM IIEPHOJE I10-
CJ1e KapJHOXHPYPIHYECKHX BMEIIATEIbCTB B YCIOBHAX HCKYCCTBEHHOT'O KPOBOOOpAaLIeH . B 3aBHCHMOCTH OT
HCXOZHOH BBIPA’KEHHOCTH KOATYJIONIATHH, TPOMOOIHTONIEHHH H AHEMHH OBLIH H3Y4€HBI PA3THIHBIE METOJBI
AHTHKOATY/ISAIUH Y OOJBHBIX TPEX I'PYIIIL: C HCIIOJIb30BAHHEM CHCTEMHOM AaHTHKOATY/ISAIIUH Ir'eNapuHOM (3-5
€/I./KI'/4); HH3KOMOJICKY/LIPHBIX rerapuHoB (0,5 MI'/KI) H PETHOHAIbHON AaHTHKOAT'Y/LIIIUH I'€IIAPHHOM H IIPO-
TaMuHA cyibdarom (1:1). BruIa BBIsIBI€HA BO3MOKHOCTD U IIEIECO00PA3HOCTh IIPHMEHEHHS BCEX TPEX METO/IOB
aHTHKOAry/Linuy npu nposeaeauu 31T npu yorosuu JuddepeHIHPOBAHHOTO ITOX01a 1 000CHOBAHHOCTH BEI-
60pa METOTHUK Y GOIBHBIX C BRICOKMM PHCKOM Pa3BHTHSA KPOBOTEIECHHS ITOCIIE KAPTHOXHPYPIHIECKHX ONIEPATIMH.

We analyzed the results of 80 cases of renal replacement therapy (RRT) in 35 patients with POF syndrome and high
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