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ABpoHuyeHKoBa Hatanbsa CepreeBHa -
Bpay BbICLIEN KaTeropuu, 3aBefyioLas
neanaTpUYecKnM oTaeneHnem?

II0C/IEAHNIE TOAbl OTMEYACTCA pOCT YaCTOThbI
BPOXKIEHHBIX IIOPOKOB pasButus. Hepenko
MHO>XEeCTBEHHbIC HOpOKI/I paSBI/ITI/I}I BbI3Ba-
HBl XPOMOCOMHBIMM MYTAUVSIMM, [IPUYEM

B 75% ciydaeB aTo MyTauuu de novo [1].
Cungpom Ilpores xapakrTepusyercs
IIJIEKCHbIM, BapMa6eHbeIM n HPOFPCCCI/IPYIOHH/IM

56

Pepuanee reHeTuyeckoe 3aboneBaHve CMHAPOM
MpoTea xapakTepusyeTca TPYAHOCTbIO TeHeTu-
yeckol upeHTudukaumn. Ero npepnonaraemas
npMYMHa Bbi3BaHa JleTasibHON AOMWHAHTHOW CO-
MaTUYeCKon MyTaLmen, MPONCXoaALLeN B NOCT3N-
roTHOW CTaAuun pa3BuUTUA SMOpPMOHA. 3aboneBaHune
MMeeT CXOAHble KIUHUYeCcKne NposaBneHus ¢ psa-
[IOM HacneacTBeHHbIX 6onesHein, YacTo ConpoBo-
»KAAeTCA OCIOXKHEHUAMN B BUAE 3/T0KaYeCTBEHHbIX
HOBOOGPa30BaHMI. B npeacTaBfieHHOM KNuHWue-
CKOM HabniogeHnn crHgpoma lNpoTes y pebeHka
14 net 11 mecALeB HecBOeBpeMeHHas ANarHocTu-
Ka 1 no3gHee Havano cneunduyeckon Tepanuu

npvBenn K MNpOrpeccpoBaHuio 3aboneBaHus
C pa3BuUTUEM TEPMUHANIbHON CTaAUN XPOHUYECKON
60ne3HN noueK. ToNbKO NPaBWUIbHO U CBOEBpe-
MEHHO YCTaHOB/EHHbIN ANarHo3 NO3BONAET BOBpe-
M$ HanpaBuTb GONBbHOIO B CNELMan3nNPOBaHHbIN
CTalMoHap ANA OKa3aHWA afeKBaTHOW MOMOLLN.

KnioueBble cnoBa: cviHapom MpoTes, NonmkucTos
MoYeK, MOYEYHO-K/ETOUHbI PaK, MaKpomaKTu-
NnsA, AeBraLnA MeTakapnanbHbIX KOCTEN, «CTapye-
CKaf» KUCTb, HEBYC, MHOXECTBEHHbIe Manuiombl
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paspacTaHMeM pasINYHbIX TKaHeN OpraHusMa c rnpe-
UMYLIECTBEHHO aCMMMETPUYHOM MaKPOJaKTU/INEN,
COENVIHUTENbHOTKAaHHBIMU ¥ 3MUJePManbHbBIMU He-
BycaMy, BPOXX/IEHHbIMM IIOPOKaMM PasBUTUSA KpPO-

BEHOCHBIX U TUM}ATIYeCKNX COCYJ0B, IUIIEPOCTO-
KOM- 30M Kocreil yepemna. I[Ipu 3aboneBaHMM CyIIeCTBYeT

IpefpacloNoKeHHOCTDb K Pa3BUTHUIO OITyXoJeit [2, 3].
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ITOT pepKuit CMHAPOM (C 4acTOTOI MeHee 1 cry-
4yas Ha 1 M/IH HaceneHus) [4] ObIT BllepBble ONMCaH
M.M. Cohen u PW. Hayden B 1979 1. [5], a B 1983 1.
H.R. Wiedemann u coaBT. caenanu sty 60/1e3Hb LIK-
POKO M3BECTHOII, OIyOIMKOBaB CTAaTbI0 O YeThIpeX
Ma/lbuMKaX, He COCTOABIIMX B KPOBHOM pPOJCTBE,
Y KOTOPBIX MMeJIach COUYeTaHHasA M V/IeHTUYHAS K/IN-
HUYeCcKas CMMITOMAaTHKa B BUJie IapIMaJbHOTO I'Y-
TaHTU3Ma PYK M HOT, HEBYCOB, TeMUTUIIEPTpOduH,
HOAKOXXHBIX OIYXOJell, Makpouedanuu, LPyTUX
aHOMa/NMII dYepela, YCKOPEHHOTO pOCTa U BHUCIIe-
panbHOI martonoruu. Viccnegosartenyu HasBanayu JaH-
HYIO [IATO/IOTMIO [0 MMEHU ApeBHEerpedeckoro 6ora
mopeit [Ipotes (rpeu. Proteus — «monumMopgHbIi»),
006/1aJaI0IeT0 YHUKAIBHON CIIOCOOHOCTBIO IIPOM3-
BOJIbHO MEHATH CBOJ BHEIIHMII BUJ, M IPUHMMATDH
06/IMK Pa3NINIHBIX CYLIECTB [6].

B Hacrosee BpeMA B Mupe 3aperucTpUpOBaHO
okono 100 cnyyaes cunppoma Ilpores y pgereit pas-
Horo BospacTa [7], B Poccum omy61uKoBaHbI OIN-
CaHuA ABYX HaOIIOfeHMi: y Manbumka 15 et [8]
U Y HOBOPO>KJIeHHOT0 pebeHKa [9].

ITpepnonaraercs, urto cunpgpoM IIpoTes BbI3bI-
BaeTCA IPOMUCXOAALNEN B IMOCT3UTOTHOM CTafguy
pasBUTUSA SMOPMOHA JIeTaTbHOI JOMUHAHTHOI CO-
MaTtuveckoit mytanueir reaa AKT1 (164730), pac-
nosioXeHHoro B 14q32.33 xpomocome. Hapyurenne
He MPUBOJUT K IPEPHIBAHUIO OepeMeHHOCTHU
U 06yCIOBNMBaeT HalaW4dye MO3aMLM3Ma, C 4eM
CBSI3BIBAIOT BBIPAXKEHHYIO BapuabenbHOCTh KIN-
HIYECKUX NPOsBIeHNN cuHgpoMa IIpores y pas-
HbIX 607bpHBIX [10]. IIpu mpoBefeHNM MOMEKYLAP-
HO-T€HeTMYECKNUX UCC/IeSOBAHMIT IOKa3aHO: OKOJIO
20% mpo6aHOB UMEIOT MYTALNIO TeHa-CyIpecco-
pa onyxoneBoro pocta PTEN, B ocTanbHBIX ClTyYa-
AXx aTuonorua cuagpoma Ilpored ocraerca Heus-
BectHoI [11].

Iuarnos cunppoma IIpoTes MoxxeT OBITH ycTa-
HOBJIEH Ha OCHOBaHMM KIMHUYECKMX IIPU3HAKOB
y MalMEHTOB C KAACCUYECKMM BapMAHTOM TE4eHMA
3aboneBaHMs. B Takmx CIydasix MOJEKY/LSIPHO-Te-
HeTMYeCKOe TeCTVPOBaHME MOXKET OKa3aTbCs I0/Ie3-
HBIM [I7151 TIOATBEPKAeHN A AuarHosa. Korma kinum-
YyecKye NPOSABIEHMS JIeTKMe VIV HEeO[HO3HAauHBIe,
IpOBefleHNE MOJIEKYIAPHO-TEHETUYECKOTO MCCIe-
TOBaHMA HeOOXOMMO JI/I YCTAaHOBIEHM JUATHO3a.
B 2004 r. D. Nguyen u coaBT. pa3paboTany guarto-
CcTUYecKue Kputepuu cuappoma IIpores, Ha ocHOBa-
HUM KOTOPHIX MOXKHO KIMHNYECKM YCTAHOBUTD JMa-
IHO3 JaHHOTO 3aboneBanus [12].

I. O6s3aTenbHbIe 06LIVIE KPUTEPUL

1. Mosan4Hoe pacrpepiefieHne Mopa>keHnii.

2. IIporpeccupyrnoiee TedeHMe.

3. CnopaiuyHOCTD CTy4das.

II. Cnenndudeckye KpUTepum: Kpurtepuit A wmu
2 xpurtepusa u3 rpynnsl B mnm 3 xpurepma ns
rpynmnsl C

1. I'pynna A: coefMHUTENbHOTKAHHBII HEBYC.

2.T'pynmna B:

1) snmpepMabHBLL HEBYC;
2) [UCIIPOIIOPLMOHAIbHAS runeprpodus
(1 mnu 6omnee):
® KOHEYHOCTEI;
* yeperna (TMIEPOCTO3bL);
* Hapy>XHOTO CIyXOBOTO IIPOX0Ja
(rumepocTosbl);
* II03BOHKOB
(MerayoCIOHIUIOLUCIIIA3A);
* BHYTPEHHUX OPTaHOB (Ce/e3eHKN U/ UK
TUMYCa);
3) creunguUecKye OMYXOIN O KOHIA 2-TO fie-
cartuneTus (MiIu ogHa):
* 6uaTepaabHas LUCTAlEHOMA
SIVYHIKOB;
* MOHOMOP(Has afleHOMa OKOIOYIIHON
JKeJIe3bl.

3. I'pynna C:

1) pucperynAanusa >XUpoOBONl TKaHU (B He-
CKOJIBKUX UM OTHOM MeCTe):

* IUIIOMBI;

* peruoHanbHOe OTCYTCTBUE KUPOBOI
TKaHI;

2) cocypuctele Manbdopmanuy (ofHa uay 60-
nee):

* KaIWIIApHble, BEHO3HBIE U/U/IN JINM-
daTtnyeckre MmanbdopmManns;

3) penoTun nuua:

* monuxoredanus;

* BBITSIHYTO€ JINIL[O;

* IMHMA T7Ia3HOI 1eM MMeeT He3HauM-
TeJIbHBII KOCOJ HaKJIOH BHM3 /WM Ha-
PY>KHBIIT yTOJI I7Ta3a HECKOMBKO OIYIIeH;

* HJ3Kasl HePEeHOCHIIA;

* WIMPOKIE HO3PY U/IA aHTEBEPCIS
HO3Jipeit;

® OTKPBITBIN POT B IIOKOE.

Ilennp KIMHMYECKOTO HAOMIOEHMsSI — OOpaTUTDH
BHUMaHIe CIIELANNCTOB Ha OJHO U3 PEIKO BCTpe-
Jalolmuxcs 3a00eBaHMIL, NPEACTaBUTh OCOOEHHO-
CTV KIMHUYECKOTO MpOsiBIeHNUs: cuHpgpoMa IIpores
U TAKTUKY JIedeHN s GOTTBHOTO.

KnuHunuyeckoe |-|a6mo;|eH|/|e

IManuent C., 14 ner 11 mecanes, moctymuna B Y3
«DHTrenbccKasg — JeTcKas — KIMHMYeckas  OONbHMUIA»
Caparosckoit obmactu (S0KB) B miome 2015 r. ¢ pua-
rHo30oM «cuHApoM IIporesa. Ilonmmkucrod obemx Imo-
dek. COCTOsAHHMe IIOC/Ie [BYCTOPOHHEN TIOMOOTOMMUIL,

Enusapoesa 1.8, 3paukur HM., Xmunesckas CA, 3atiyesa I.B, KysHeuosa M.A., AsdoHueHkosa H.C. CuHapom MpoTes y pebeHka 14 neT 11 MecAles 5 7
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BCKDPBITMS M OHOPOXHEHMs KMNCT, JeKalcyrauusa obe-
nx mnoyek. IlouyedyHO-K/IeTOYHBI paK IpPaBOM IIOYKMU.
BTOpMYHBI XPOHMYECKNUIT MMeoHedPUT, HEIONMHAA pe-
Mmuccus. XpoHudeckass 6one3sHb 1MO4YeK 3-4-il CTemeHu.
Bropuynas penanbHas runepTeHsusA. AHeMUsA CpefiHeN
CTENEHM TAXKECTI».

Anamnecmuueckue dantvie. POIWICA B CPOK OT IEPBOIL
6epeMeHHOCTH, COIPOBOXJaBIIelics recto3oM. Macca
Tena npu poxxaenun 3950 1. 3akpudan cpasy. C poxjeHns
yCTaHOBJIEHA BPOXKAeHHas AedopMalus IPaBoil KUCTH,
MMeNM MEeCTO BBICBIIAHMA Ha KOX€ JMIja ¥ TY/IOBMIIA.
Marp u oren; pebenka 6piiu 3HOpoBHI. Bpak He 6/1M3KO-
POACTBEHHBIIT. Y IBOIOPOJHOI CECTPBI IO MAaTE€PUHCKOIL
JIMHUY B Bo3pacTe J0 1 ropia 6bl/1a [UarHOCTUPOBaHA OMY-
XOJIb TTIOYKM.

B 2007 r. mpu odopmnenun B mxony (Pecmybamxa
KasaxcraH) BHepBble ObUI BBHIAB/ICH HOMMKICTO3 MOYEK II0
TAHHBIM Y/IBTPa3BYKOBOTO MCCNefloBaHNs. B aToM >xe rogy
6blTa TpoBefieHa TIOMOOTOMMSA CIIpaBa, JeKaIlCy/IALusA
IIOYKM, BCKpbITME KUCTBI. B 2008 T. BHIIIOTHEHDI IOMO0TO-
MU CJIeBa, BCKPBITHE KNUCTHI (CO CTIOB MaTepH, YA 10
1,5 1 XKMJKOCTY 13 06eX KIUCT). Pe6eHOK KOHCYIBbTUPOBAaH
TeHEeTUMKOM, ¥ Ha OCHOBaHMM KIMHMYECKUX IPOsABIEHMUI
yCTaHOBJIEH AuarHo3 cuHpapoma IIpores. Ilpu KOHTpoOIb-
HOM o6crnefoBanuy B 2013 r. B KiMHUKe (aKyIbTETCKO
nepyarpyuy PI'BOY BO «CapaToBckuit TocygapCcTBEHHBIN
MeJUMLUMHCKUI yHUBepcuteT uMenu B.J. Pasymosckoro»
Munsznpasa Poccun (CapI’MY) BbLAB/IEHO pe3Koe CHIDKe-
Hue PyHKUMM movek (CKOpPOCTh KAyOOYKOBOI punbTpa-
uuy (CK®) 58-60 M1/MMH), aHEMU A, apTepyaIbHasi TUIep-
TeH3us, Ipyu KoMmuboTepHoit Tomorpaduu (KT) - kapruna
HOIMKICTO3a NTOYeK, IPU3HAKU PyOLIOBBIX U3MEHEHNIT Ma-
peHXMMBI IoYek. B sgHBape 2014 r. mpu obcmefoBaHUM
B YPONOTMYECKOM OT/IEIEHUN JETCKOM XMPYPTUdecKoi
kmHuky CapI’ MY BrepBble A1MarHOCTIPOBAHO HOBOOOpa-
30BaHMe IPaBOJi HOYKY (CO C/IOB OTIIA, O3/{Hee OOpalleHNe
3a MeJMIIMHCKOJ IOMOIIbI0 Mocyie neveHns B Kasaxcrane
6bIIO CBA3aHO C OTCYTCTBMEM TpaKaHCTBa Poccmitckoit
@epnepanuu). B sHBape 2015 r. caMoYyBCTBMEe pebeHKa
YXYALINIOCH: IIOSBIUINCE XKa100bI Ha 60/Ib B IIPaBOM GOKY,
MOBBINIIEHNE TeMIIEPATyphl Tena fo 38 °C, yToMIAeMOCTb,
MOBbILIIEHNE apTepHanbHOTro Aapnenu. Ilpu rocnuranusa-
LMY BBLABJIEHO BbIpaxkeHHOe cHIDKeHne CKD (38 my/MuH),
aHeMus (remorno6uH 75-80 /1), HOBBIILIEHNE CKOPOCTH
oceganus apurporutos (COD) no 62 Mm/4, B 0b1eM aHa-
nM3e MouM NMpoTeuHypus (6emox 0,65 r/7), TeIKOUuTypus
(20-22 B morne 3penns). Ilo pesynpraram KT obpasoBanue
IpaBOIl IOYKY 32 FOf] YBEINYMIOCH B 00'beMe BIBOE, JINM-
¢dageHomarysa OPIOIIHOI MOMTOCTH ¥ 3a06PIOMIMHHOTO IIPO-
CTPAHCTBA, CTPYKTYPHbIE I3MEHEHV S NT03BOHKOB. B des-
pase 2015 r. manyeHT 6B HAIIPAB/IEH Ha J000CIegoBaHMe
n koHcynbrauuio B PI'BY «Poccuitcknii oHKOMOrmYecKmin
HayuHblil neHTp um. H.H. bnoxuna» Munsgpasa Poccun
u O®I'BY «Poccuitckast eTCKas KAMHUYECKass OOMbHMIA»
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Munszapasa Poccun (PIKB), rie Ha OCHOBaHMM LIUTOIOTH-
4eCKOTO UCCIeOBaHNA TKaHell 00pa3oBaHusA IPaBoil II0Y-
KM, TIOJTyYEHHBIX C TIOMOIIbIO ITyHKI[MOHHO-aCIIMPALIMOH-
HOI1 6uorcuy, BepuduIMpoBaH MOYEIHO-KIeTOIHBII PakK.
ITo pesymbrataM 00CIelOBaHNA OOTBHON Ha TOT MOMEHT
He HY)X[aJiCAd B IIPOBEJEHNY MONMNXUMUOTEPAIINN, U eMy
6bI/I0 peKOMEHIO0BaHO HaO/IOfieH e II0 MECTY >KUTE/NIbCTBA
C BBINONHEHNEM [BYCTOPOHHeN (MM IPaBOCTOPOHHENN)
HedpaKTOMUY, IPOBeeHIEe FeMOAMAaNN3a M pellleHNe BO-
IIpOCa O TPAaHCIJIAHTALMM ITOYKKM. TaM ke Malb4yMK II0-
BTOPHO KOHCYJIbTMPOBAH BPauOM-TE€HETUKOM, KOTOPBIM
IOAITBEPIKTIeH IMarHo3 cuHppoma IIpoTes Ha ocHoBaHMM
K/IMHMYECKUX IIPOABJIEHMI, TeHeTYeCKMII aHa/IN3 He IIPO-
BOJVICA.

C anpens 2015 1. pe6eHOK HaXO[M/ICS Ha CTallMOHAp-
HoM nedenun B ['Y3 «CapaToBckas obrmacTHas HeTcKas
xmHndeckas 6onpHuna» (COIKB). ITo pesynsraram KT
OpraHoB TIPY[HOJ IONIOCTY IPU3HAKOB OYaroBBIX VM UH-
(UIBTPaTUBHBIX M3MEHEHUII B JIETKUMX He BBIABIICHO.
O6Hnapy>xebl KT-nmpusHaky MOYeYHO-KIETOYHOTO paka
NpaBoOJi IMOYKM, MONAMKICTO3a JIEBOM IOYKM, NPU3HAKMU
XPOHMYECKOTO [0YE€YHOTO IIOBPEX/EHN A, BTOPMYHOE Me-
TacTaTMYeCKOe OCTe0OIacTU4YecKoe IMOpakeHue KOCTell,
Tpebyomee A depeHINanbHON AUATHOCTUKU C OCTEO-
norikunuent. Ilo pekomMeHfaluy OHKONOra BBIIIOTHEHA
KOCTHasA IYHKIMA. 3aKI0YeHMe: KOCTHBIN MO3T HOPMOKM-
HeTU4eH, II0 COCTaBY 6e3 OTKIOHEHMUIT OT HOPMBL. YPOBEHb
I1apaTropMoHa — 62 mr (HopMa). Pe6eHOK KOHCY/IbTHPOBaH
Ha Kadenpe yponoruun CapI'MY pia pelieHus Bompoca
0 BO3MOXXHOCTU TIPOBEfIeHNA POACTBEHHON TpaHCIIIaH-
TalMY ITIOYKM. PeKoMeH[j0BaHa IIPaBOCTOPOHHAA Hedp-
9KTOMMA U IIpOBefieHME B [aJbHeleM TIeMOofMann3sa.
TpaHcrmaHTanMA MOYKM BO3MOXKHA He paHee UeM depes
3 ropa mocrte yfaneHus onyxonu nodku. ITo pemennto Bpa-
4eOHOTO KOHCM/IMYMa PEKOMEH/IOBAHO, YYNTBIBasA HEBO3-
MO>XHOCTb IIpoBefieHuA remoauannsa B ycnosuax COIKb
10 TeXHMYECKMM IPUYMHAM, HANPABUTh IIAlMEHTa
B PIIKDB f1s1 onepaTuBHOrO 71e4eHNA U NPOBENEHMA Nallb-
Hellleil 3aMeCTUTeNbHON Tepanuy (reMoxuanus). B coor-
BeTcTBUM C [IpOTOKO/IOM 3acefaHuA BpadeOHOI KOMUCCUN
110 oT6opy manMeHTOB Ha rocnuranusaunio B PIIKB npu-
HATO pellleHMe OTKa3aTh MAIlMEeHTy B TOCHUTAIN3AIun
B XMPYPrudecKoe OHKOJIOTMYeCKOe OT/e/IeH e 0 IPUYMHe
OTCYTCTBMA MOKA3aHUI [/ TOCIUTANM3AINN. YUUTHIBAS
TUCTOIOTMYECKOE 3aK/TI0YeH e I IVICCEMMHAIIMIO Oy XOrIe-
BOTO IIPOLlecca, PeKOMEeHJ0Ba/N NPOBeeH)e CUMITOMA-
TUYIECKON TepaIyy 110 MeCTY XUTETbCTBA.

Knunuueckue nposenenus. Ha MoMeHT mocrynieHns
B OJIKB cocTosHMe manyeHTa ObIIO TAXKENbIM IO POLY
OCHOBHOTO 3a00/IeBaHMsA, OTMEYajoCh Halu4due MeTa-
6onMuecKux HapyIIeHUIl M CUMIITOMOB MHTOKCHUKAIIMIL.
CaMouyBcTBHME OBIIO 3HAYMTENBHO HapylIeHo. XKanoBancsa
Ha c711ab0CTh, yTOM/IIEMOCTD, COHIMBOCTD, TOIIHOTY, MHO-
TOKPAaTHYI0 PBOTY, NOBBIIIEHNE TeMIEpaTypel Tema [0
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Puc. 1. BoicbinaHvs Ha nuiue Puc. 2. HeByc Ha cniHe B 0611aCTV MOACHALbI
y nauveHTa C. ¢ cuHagpomom lNpotea y naunenTa C. ¢ crHapomom MpoTea

Puc. 3. [ledopmauina
Knctn y naymerta C.

C cuHapomom lMpoTes:
A — Tbin kucTen, b -
NafoHHaA CTOPOHa
Kncren

Puc. 4. AcummeTpua
*wuBoTa y naumneHTa C.

C cuHapomom lNpoTes:
A - aHdac, b - npodunb

37,4°C. Ot egpl 1 TUTHA OTKa3bIBajcAa. Poct - 178 cMm, Bec —
51 k1. Tenocnoxenne acreHnyeckoe. I10K0XHO->KMPOBOI
croit ucToH4eH. Ha Koxke /muia MHOXKeCTBEHHbIE MeJKye
PO30BOrO ¥ KPacHOTo IjBeTa Hamryasl (aHrMopuOpomsI?)
(puc. 1). Ha kosKe Im1en 11 B Hai/IOIIATOYHOI 06/1acTy 061 /Ib-
HO€e KONMMYeCTBO IMAMNIIOM Ha HOXKKax. Ha crimbe B 06ma-
CTU ITOACHUIIbI OéHI]/Iprlﬁ HeByC CBeT}IOKOpI/I‘{HeBOI‘O oBe-
Ta ¢ runepIiasuent tkaxe (puc. 2). ledpopmanys npasoit
kuctu: MakpogakTmnns II u III manbies ¢ runepmnnasuei
MATKYUX TKaHeil MajblieB («cTapyecKas» KUCTh), KOpUIHe-
Bas MUTMEHTALMsI KOXKM ThUIa ITPAaBOIt KUCTM, ieBUALIMsI Me-
TaKapHaJbHBIX KocTelt (puc. 3 A, b). Tunepnnasusa Markux
TKaHell B 00/1aCTy IIPaBOTO JIOKTEBOTo cycTaBa. O6macTb
ceppna Bu3yanbHO He uaMeHeHa. CO CTOPOHBI AbIXaTeNlb-
HOJI CHCTEeMBI IATOJIOTUY He BBIABIIEeHO. [Ipn ayckynpranun
CepAilla ONpeNeNA/NCA MATKUIA [YIOIMUIA CUCTONMYECKUI
IIyM Ha BepXyIlKe, He IPOBOAAILMIICA B IpyTUe 06/1acTu.
AprepuanbHoe fanenue 138/70 mm pT. cT. JKubot acum-
METPUYHBII 38 CIET OIIYXOIeBUAHOTO 06pa3oBaHMS CIIpa-
Ba B iuaMetpe jo 20 cM (puc. 4 A, B), cnasHHOTO ¢ OKPY-
JKAIOW[MMY TKaHAMU, 6€360/Ie3HEHHOTO IIPY HaJIbIIALIM,
3aTPYAHALIET0 Ma/MbIalMi0 O1M3KO PacIONOXEeHHbIX
opraHoB. Ha 60KOBBIX IIOBEpXHOCTAX TY/IOBHUINA C 06enx
CTOPOH TIOC/IeOINepanoHHble pyoIisl. Pusnonornyeckme
OTIpaBeHNs He HapyuleHbl. Ilo pesyabrataMm obcmemo-
BaHUA B OGILICM AHa/nmnse KPOBI/I BbISIBJIEHA aHEMM S JIETKOM
creneny, yBenndenre COD (43-53 mm/4). OTKIOHEHU!
B IIpOTenHOrpaMMe He 651710 (061mit 6enok 87,1 r/11, anb6y-
MUHBI — 41,1%, T106yIMHbI — 46,6%). YPOBEHDb KpeaTHN-
Ha IIpYU TMOCTYIVICHUM COCTABAN 379 MKMOB/. B o61rem
aHanu3se Mouy — mpoTerHypus (0,918 r/m) u neiikounTypus
(15-20 B mozne 3penus). CyTo4Hasi IPOTEUHYPUSA COCTABIA-
na 0,651 r/n. OTMedanoch HapyuleHne KOHIIeHTPAIYIOHHOM
dyHKLMY TTOYEK B BUJE M30CTeHYpuM Ha POHEe COXpaHeH-
HOTO CYTOYHOTO 06beMa MOUM. Pe3y/nbTaTsl fYIIEKCHOTO
CKaHMPOBAHMA COCYHOB IHOYeK: 00beMHOe 0Opa3oBaHMe
npaBoli nouku. [lonnkucTo3 1eBoi MOYKY, COCTOAHME TIO-
Clle OIepaTMBHOTO BMelnaTenbcTBa. CKOPOCTHBIE MOKa3a-
TeJIM JIEBOVI IIOYKM yBeITNYEeHbI, II0Ka3aTe/ ) IPaBoii IIOYKU
He MI3MEHEHDI 110 HPI/I‘II/IHC OTCYTCTBI/IH HOPMa}IbHOI‘O KpO—
BOTOKa (KPOBOTOK IIpeJICTaBlIeH OTHEIbHBIMU JIOKYCaMU
B CTPYKType OIyXonu ¥ meprdeprIeckKuM KPOBOTOKOM).
VHpexc, XapaKTepusyoI il COCYAUCTOE CONPOTUBIEHNE,
He3HAYUTEe/IbHO YBEeNINYeH B BU3yanusupyeMnix u gudde-
PEHLMPOBAHHBIX COCYHaX JIeBOJ HOYKM (3HAYMTEIbHOE
HapylIeH!e apXUTEeKTOHMKI COCYHOB).

Ha ¢oHe npoBenenHoii Tepanuu (aHTMOAKTepuaIb-
HOW, Me3MHTOKCUKAIIMOHHOI, aHTMrMHepTeHsMBHoﬁ[)
COCTOAHME MajbuMKa YIy4LINIOCH: TOABUICA alIeTUT,
OTCYTCTBOBa/IM TOIIHOTA JM PBOTA, NMOOJENHENIa CbIIb
Ha nute. HopmanmusoBanoch aprepuanbHOe [aBleHNe
(120/56-118/64 mm pr. crt.). IlomoxxurenpHass AMHAMU-
Ka OTMevanach ¥ B OMOXMMUYIECKUX [TOKA3aTeNAX KPOBU
(cHmxeHue kpeaTuHuHa (317 MKMONB/I) ¥ MOYEBMHBI

Enusaposa T.B,, 3paukuH HM., Xmunesckas CA. 3atiuesa I.B., KysHeyosa M.A., AsooHueHkosa H.C. CuHapom MpoTen y peberka 14 neT 11 mecaues 5 9
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(4,73 MMonb/n)), B KUCIOTHO-IIEIOYHOM COCTOSHUMU (OT
[eKOMIIEHCHPOBAHHOIO MeTa0O0NINIeCKOro auupos3a HO
KOMIIEHCMPOBAaHHOTO MeTabOoIIMYecKoro aIjosa), CHU-
JKeHUM CYTOYHOI mpoTennypun, ynyumenuu CK® (CKD-
EPI ot 19 mn/mun/1,73 m? go 24 mn/mun/1,73 m2).

B wurone 2015 r. manueHT 3a0YHO KOHCYIbTMPOBAaH
B ®I'BHY «Poccuitckuit Hay4HbI LEeHTP XUPYPrUm uMe-
Hu akagemuka B.B. Ilerposckoro» (PHLIX um. akap.
B.B. IleTpoBCKOro), B KOTOPOM ObIIa peKOMEHAOBAHA IIpa-
BOCTOPOHHSAA M160 GumarepanbHas HePPIKTOMUA C IO-
ClIelyIoleil TpaHCIZIaHTal el IOYKY Yepes rof ocje pa-
AMKaJIBbHOTO yHaIeHM s OMyXo/u. B ceHTsAOpe TOro e roga
pebenok nocrymnaet B PHIIX um. akap. B.B. ITerposckoro,
IZle eMy IpOBeNM pajjuKalbHYI0 HepaKTOMMIO C pac-
IIMPEeHHON 3abpromnHHON nuMbageHsKTOMMEN. B 1mo-
C/leonepanMOHHOM TepHrofie HavyaTo IpOBefieHNe TeMo-
Iuanusa. BBox B mporpaMmy reMopmanyusa OCHOXHUIICA
PpasBUTHEM CY[OPOXXKHOTO MOAEPTUMBAHUA B JIEBOJ CTOIe
U Tapesa B30pa BHM3, IIOTePU CO3HAHNA He OTMEYasnoch.
YKasaHHblE CUMIITOMbBI PasBUINUCH IIOCTE 72-4acOBOTO
nepepbIBa B TeMOAMAIN3AX MOC/Ie TIEPBOTO CeaHCa TeMo-
nuanusa. ITocme ocMoTpa HEBPOIOTOM U HOATBEPXKAEHM A
¢ nomombio KT romosHoro mMosra oTcyTCTBUA KPOBOMS3-
MMAHUA U 00BEMHOrO 006pa3soBaHMA HPOJO/KEHO IIPO-
BefleHMe TeMOAMann3a Ha (OoHe MPOTUBOCYLOPOXKHOI
tepanunu. Ilo pesynpTaTaM IOCIEONEPanIOHHOTO TUCTO-
JIOTMYECKOTO 3aK/TI04YeHNA B MPaBOJi MOYKe MO/ TBEPXK/EH
MOYeYHO-KIeTOYHBIN PakK, a B BepXHeM IIONMIOCe JIeBOM
HOYKM BepUPUIMPOBAHA SIUTEIMOUHAS aHTMOINIIOMA,
KMCTO3HaA HepoMa (CMelllaHHa A SN TeIMaTbHAA U CTPO-
MasbHas onyxonb). [Tpu o6cnegosanyu B PHIIX nM. akap.
B.B. IleTpoBckoro B ceHTsi6pe 2015 I. 110 ZaHHBIM yIbTpa-
3BYKOBOTO MCCIE[IOBaHUA OPTaHOB OPIOIIHON IIOJIOCTH
BBIAIB/ICHO B Ie4eHU 6OJIblLIOE KOMUYIECTBO IMIIEPIXOTeH-
HBIX ITHEHBIX CTPYKTYP, KOTOPbIe ObLIN MHTEPIPETIPO-
BaHbI KaK HEPACKPBIBIIMECA KUCTHI.

B xoHme ceHTs6ps 2015 1. peGeHOK mepeBefeH
B JleTCKWII IEHTp IPaBUTALVOHHON XUPYPIU KPOBM U Te-
mopuanusa I'BY3 r. MockBel «JleTckas ropofckas KIMHU-
yeckasa 6onpHuia Cearoro Bmagumupa» I3 1. MOCKBBI
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(ATKB Csaroro Bragumupa) fjis npoBefeHus Iporpam-
MBI TeMOZIMaIN3a, U3 KOTOPOIt BblmucaH 19 okta6ps 2015 T.
C pEKOMEHJAIMAMYU IPOBEJEeHM A TPOTPAMMHOTO TeMOJ -
anu3sa 3 pasa B Hefe/o 110 4 yaca. 3a BpeMs HaXOXX/[eHU
B ITKB Csstoro Bmagmmupa Oblna BblsiBIeHA aHEMUS
IIT crenenn (Hb 56 /1), B cBsi3u ¢ yem 6blna mpoBemeHa
TpaHCY3NA SPUTPOLNTAPHOI B3BECH.

C pmexabps 2015 1. o HacTosAIIee BpeMs OONbHOI Ha-
xoputcs Ha nporpaMMHoM ananuse B COJKB. IToctymmn
pebeHOK B CTalMOHAP B TSDKEIOM COCTOSIHMU IIO POLY
3aboneBaHuA C Xaj00aMu Ha CHIDKEHME apTepuanbHOTOo
nasneHns fo 80/60 MM pT. cT. ManpuMK IPOAO/KAET pa-
CTH, €ro pocT cocTtasnfeT 181 cm, Bec 57 kr. Ha mpoTsxe-
Hunu Bcero nepuoga nedenuss B COJKD u na fanHbI MO-
MEHT IIaI[MeHT IOy YaeT IVIAHOBOE JIedeHNe: SII0ITUH GeTa
2000 ME 1 pas B ieHb IOJKOXXHO 3 pa3a B HefleNIo, pena-
pat BanbnpoeBoit Kucnorsl 500 Mr 2 pasa B leHb BHYTpb
eXeJ[HeBHO, renapuH Hatpus 5000 EJl 3 pasa B geHb nmoj-
KOXHO eXe[HeBHO, donueBas Kucnora 1 Mr 1 pas B ieHb
BHYTPb €Ke[THEBHO, anbdakanbuugon 0,5 MKT 1 pas B ieHb
BHYTPb eXefHeBHO. Ha $hoHe mpoBOAMMOro ed4eHus ot-
MeyaeTcs 3HAaYMTETbHOE yIydllleHMe KaK CaMOYyBCTBMS
ManyeHTa, Tak ¥ 6MOXMMUYecKuX mokasaresneit. OceHbio
2017 r. mpepcToUT IMaHoBas rocnuranmsanusa B PHIIX
uM. akafl. b.B. IleTpoBcKkoro fiis npoBefieHNs TpaHCIIaH-
TalUU TTOYKI.

3aKknouyeHue

Cunpgpowm Ilpores mpepcrasiser co6oit peKyro ma-
TOJIOTMIO, CXONHYI0 C PAJOM Hac/leNCTBEHHBIX 60-
JIle3Hell, XapaKTepusyeTcsi GOPMUPOBAHUEM OCTIOXK-
HEeHUI B BUaE 3/I0KAaYE€CTBEHHBIX HOBOO6paSOBaHI/Hu/I
M TPYAHOCTBI0 TEHETUYECKON UAeHTU(DUKALNIL.
CBOGBpeMeHHa}I AVATHOCTUKA MMEET II€PBOCTEIIEH-
HOe 3HaueHue JI/Is MPOrHo3a TeueHus 3aboeBaHms,
Ka4decTBa M NPOJO/DKUTENTbHOCTY JKM3HU ITAlIVIEHTA.
Tonbko HMpaBUIBHO M CBOEBPEMEHHO YCTaHOBJICH-
HBIIT {UATHO3 MTO3BOJISIET BOBPEMsI HATIPABUTD OOJIb-
HOTO B CIlelIMaIM3MpPOBAHHBI CTallOHAp M/ OKa-
3aHMA cenudUIecKoro geyeHn. ©
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Proteus syndrome in a child aged 14 years

and 11 months
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Proteus syndrome is an extremely rare genetic
disorder with problematic genetic identification. It
has been hypothesized that it is related to a lethal
dominant somatic mutation occurring at a post-zy-
gotic stage of embryonic development. Clinical
presentation of the disease has much in common
with a number of hereditary disorders and is fre-
quently associated with malignancies. We present
a clinical case of Proteus syndrome in a child aged
14yearsand 11 months, in whom late diagnosis and
late administration of specific treatment resulted in

disease progression with the development of the
end stage chronic renal disease. Only correct and
early diagnosis allows for timely referral of a pa-
tient to a specialized hospital for adequate care.

Key words: Proteus syndrome, polycystic kidney
disease, renal cell carcinoma, macrodactylia, meta-
carpal bone deviation, "senile" hand, nevus, multi-
ple papillomas
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