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Pesiome. CuHapom Koctenno oTHocuTcst K RAS-natusam 1 npeactaBnseT cobo noimcucTeMHoe 3aboneBaHue, B
OCHOBE KOTOPOTO JIEXNUT reTepo3nroTHan MyTaumsa reHa HRAS. YacTbiMy xapakTepHbIMU OCOGEHHOCTAMM ABNA-
eTca cneymounyecknii GeHoTUn ¢ ANCMopPoprYECKUMI YepTamu NIMLA, 3afieprKka YMCTBEHHOTO 1 NMCUXOMOTOP-
HOro pPa3BUTUA, CKNOHHOCTb K Pa3BUTUIO HOBOOOpa3oBaHWi. [1Byxda3Hblll pOCT NaLMeHTOB C Pa3BUTMEM MOC/e
POXKAEHNA BbIPa’KEHHOTO HYTPUTUBHOIO AeduLiTa BbI3bIBAET TPYAHOCTU B KOPPEKL MU TPOPONOrNMYeCKOro cTa-
Tyca. LLnpokuin cnekTp 3aboneBaHuin, BXOAALWMNA B Kpyr anddepeHunanbHon AnarHOCTUKA Npy nonuMopodus-
Me KIMHNYECKON KapTUHbI 3a00J1IeBaHUSA, MOXKET BbI3BaTb 3aTPYAHEHUS B PaHHEN ANArHOCTUKE 1 MPOBELAEHNM
afeKkBaTHOW Tepanuu. B ctatbe npuBoanTca 0630p nMTepaTypbl, MOCBALLEHHbIN aHaNN3y MeXaH13MOB Pa3BUTUA
cuHppoma Koctenno, a Takke 4-neTHee HaboaeHne 3a NauneHToM, KIIMHMYECKas KapTUHaA KOTOPOro 3aK/oya-
nacb B YMCTBEHHOW OTCTaNIOCTV, HAapPYLUEHMM NCUXOMOTOPHOTO 1 GM3NYECKOro Pa3BUTKA, BbipakeHHON 6enko-
BO-3HEPreTMYeCKoM HeJOCTaTOUHOCTM, AEPMATONIOMMYECKUX OCITOXKHEHNSAX, @ TAKKE PA3BUTMM SMOPUOHANBHON
pabaoMnocapKoMbl MOYEBOTO My3blpsi.

KnioueBble cnoBa: cuHOpom Kocmesio; 3a0epxka passumus; SM6pUOHaAIbHAA pab0oMuoCcapkoma; Hympumue-
HbIU cmamyc.
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Abstract. Costello syndrome belongs to RAS-pathies and is a multisystem disease based on a heterozygous
mutation of the HRAS gene. Frequent characteristic features are a specific phenotype with dysmorphic facial
features, delayed mental and psychomotor development, and a tendency to develop neoplasms. The biphasic
growth of patients with the development of severe nutritional deficiency after birth causes difficulties in
correcting the trophological status. A wide range of diseases included in the range of differential diagnosis
with polymorphism of the clinical picture of the disease can cause difficulties in early diagnosis and adequate
therapy. The article provides a review of the literature devoted to the analysis of the mechanisms of development
of Costello syndrome, as well as a 4-year observation of a patient whose clinical picture consisted of mental
retardation, impaired psychomotor and physical development, severe protein-energy deficiency, dermatological
complications, as well as the development of embryonic rhabdomyosarcoma of the bladder.
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SANMUAEMUNONIOTNA U NATOTEHE3

Cunppom Koctenno (OMIM Ne 218040) npepcTas-
nAaet cobo yacTHbIi cnyyarr RAS-natum (retrovirus
associated sequences) 1 onpepenAeTca Kak pepgkoe
MoNMcuMcTeMHoe 3aboneBaHue, Bbi3biIBAEMOE reTepo-
3urotHom myTtauuen B reHe HRAS (190020) Ha xpomo-
come 11p15.5 n xapakTepusyeTtca gucmopduyecku-
MU YyepTamy nuua, AByxdasHbIM XapakTepom pocTa,
LBUraTeNIbHOM W YMCTBEHHOW OTCTaNOCTblO, 3IKTO-
LepManbHbIMM aHOMaNUAMK, Pa3BUTMEM MNanuIoOM,
NaTtoNoOrmyecknx W3MeHeHUn ceppevyHo-CoCyaucTon,
SHOOKPWHHOWN, HEPBHOW, NULLEBAPUTENBHON CUCTEM,
NOBbILEHHON CKIOHHOCTbIO K Pa3BUTUIO OHKOMOTMU-
yeckux 3abonesaHuii. MyTtauma reHa HRAS, B Hopme
KoaupytoLlero ryaHosnHtpudocoatasy (GTPase), npu-
BOAUT K M3MEHEeHMI0 B Kackaje MUTOreHakTuBupye-
MbiXx npoTenHknHas (MARK), koTopble onpegenstoT
dyHpameHTanbHble Guonorvyeckre GyHKUMK, Takue
Kak nponudepauuna, anddepeHUNpPOBKa 1 BbIXKUBaHNE
Knetok [1-3].

CuHppom Koctenno (CK) aBnaeTcs pegkum abone-
BaHMEM C ayTOCOMHO-AOMUHAHTHbIM TUNOM MyTaLi
de novo c 4acToTOWM Y »KMBOPOXAEeHHbIX oT 1:300 000
80 1:24 000 000 [4-6]. OTmeuaeTca NpeHaTasbHOE pas-
BMTME KPYMHOro naoja C nocnefyLwmm oTCTaBaHNeM
B dM3nYeCcKOM pa3BUTUM B MOCTHATaNIbHOM nepuope
[7]. 3apepKun pocTa onpenenaTca HyTPUTUBHON He-
LOCTaTOYHOCTbIO BCIeACTBME TPYAHOCTEN NpU KOPM-
nennn. B 1971 rogy Bnepsble 1 3atem B 1977 rogy HO-
BO3enaHAcknin Bpay-negunatp Ixkek Koctenno onncan
LBYX AeTel U3 pa3HbiX cemein C CUHAPOMOM, KOTOPbIN
BKMOYan B cebA HU3KUIM POCT, YMCTBEHHYK OTCTa-
NOCTb, KOXHbIE NPOABJIEHUS B BUAE N3ObITOYHOWN KOXM
wewn, NnagoHen, NOAOLWB CTOM 1 NanbLeB C ABEHUAMN
rvnepkepartosa, Bblolmeca TOHKe BONOChI, Manuino-
Mbl [8, 9].

K OCHOBHbIM MaTOreHeTUYeCcKUM NyTAM Pa3BUTUA
CK oTHOCAT HapylleHne 06pa3oBaHUA dMacTUYECKUX
BOJIOKOH M3-3a@ HU3KOW NPOAYKUUU TPOMO3acThHa n
MUKPOOMOPUNNSAPHbIX 6enKkoB, NX HeafgeKBaTHas ce-
Kpeuua n BHekneTouHaa cbopka [10]. B npoBegeHHOM
A. Hinek 1 coaBT. nccnepgoBaHmm npnumnH passutna CK
y 6 geten c noatBepxgeHHbiM CK onpegeneHo, yuto
bunbpobnacTbl NPoOAyLMPYIOT HOPMasNbHblE YPOBHU
pacTBOPMMOro TPOMO31aCTHHA, HO He CNOCOOHbI COOU-
paTb 31acTUYHble BOJTIOKHA 13-3a BTOPUYHOTO Aeduuu-
Ta 3/1acTUHCBA3bIBatoLero 6enka (3Ch) [10]. Mockonb-
Ky HOpManbHasa CBA3b Mexay TponosnactnuHom n 3Cb
MOXeT ObITb HapylleHa Npu KOoHTakTe ¢ dparmeHTa-
MU, COfepKalmMmMn ranakrocaxap, U NOCKONbKy B ¢u-
6pobnactax naumeHToB ¢ CK oTMeueHO HakomnseHue
XOHOPOUTUHCYIbGATCOAEPKALLMX NPOTEOTTINKAHOB U
OGUrNMKaH, NPEeANONIOKEHO, UTO XOHAPOUTMHCYNbbAT
MOXeT MHAyuupoBaTb BblgeneHne 3Cb M3 Knetok u
npenATCTBOBaTb HOPManbHOW PeLupKynaunn 3Toro
MHOrOpa3oBOro wanepoHa TponosnactuHa [10, 11].

ISSN 2221-2582

[loka3saHbl KOppenAuMOoHHble CBA3U W3MEHEHUN
reHoTuna u CcooTBeTCTBywWMNe deHoTUNnYeckne
npu3Hakm [12]. Y naymeHToB ¢ myTaumenn HRAS n cun-
ApomoM Koctenno vaule HabnogaloTca MHOroBogue,
ynbHapHaA gesnauns, geduunT ropmoHa pocTa 1 Ta-
XNKapAua, 4em y naumeHtoB ¢ myTtaumamm BRAF vnnn
MEK1 [13]. Mpn 3TOM y NauMeHTOB C M3MEHEeHMAMMU
G13C TakXe oTMeyvaeTcA NoNMMoOpPdU3IM KINMHUYECKOW
KapTVHbI, BK/OYAOLWNA MHOrosogue, makpoueda-
N0, 3aflepXKKy GM3MUYECKOro U HEPBHO-NMCUXNYECKO-
ro passutuA, runepTpodrUecKyd KapauommonaTtuio,
CKYYEeHHOCTb 3afHeln yepenHon AMKKU [14]. BmecTe ¢
TeM y naumeHToB C uameHeHuem p.G12A vnu p.G12C
HRAS ¢eHoTnnnueckne n mMopdodyHKLMOHaNbHbIE
nposiBneHnsa 6onee BbipaXKeHbl, B OTIMYME OT NaLeH-
TOB C gpyrumn mytauuamm HRAS [15]. HeszaBucmumo ot
MyTaLWW, TAXKECTb 3HAYUTENbHO He yBennumBanach C
TeyeHnem BpemMeHu. [TpakTnyeckn Bce nutepaTtypHble
NCTOYHUMKM YKa3blBalOT Ha OTCYTCTBME cneunduyeckom
Tepanun CK. JleueHne HOCUT CUMNTOMATUYECKUI Xa-
pakTep M HanpasBneHO Ha HYTPUTUBHYI MOALEPXKY,
NPOPUNAKTMKY Pa3BUTUA U Tepanuio BO3HMUKALMX
KapAnONIOrMYeCKnX, XenyaouHO-KULLEYHbIX, pecrnupa-
TOPHbBIX HapYLLUEHWIA.

OTmMeuyeHO MoABMeHME NanuaioMm B AeTCKOM BO3-
pacTe, NnpenmMyLleCcTBEHHO Ha nuvue (B NpoeKkunn Ho-
COorybHoro TpeyronbHuKa) U nepraHanbHoi obna-
ctn [16-18]. B cTpyKkType CK ymMCTBEHHaA OTCTanocTb
pa3HOW CTEMeHU BbIPaKEHHOCTU ABMAETCA BaKHbIM
AVArHOCTMYECKMM U OTYaCTX NPOTrHOCTUYECKUM daK-
Topom [19]. letn c CK 6onee noaBepKeHbl Pa3BUTUIO
pacCTpoOMCTB  ayTUCTUYECKOro CrneKkTpa, 0CcobeHHOo
netn 2-4 net [20, 21].

MpnunHa passutna CK cBAzaHa C myTaumamn B
reHe HRAS, ogHaKo yCTaHOBNEHO, YTO Y MaLNEHTOB MO-
ryT NOABUTbCA MPU3HAKN CePAEYHO-KOXHO-NNLEBOro
cuHgpoma (CFC — Cardiofaciocutaneous syndrome),
OTHOcALleroca Takke K RAS-natnam [22, 23].

Bnepeble Di Rocco n coaBT. 06paTAN BHUMAHME
Ha OpPafbHO-MOTOPHYI0 anpPaKCuio U CBA3AHHYIO C 3TUM
HYTPUTUBHYIO HEAQOCTaTOYHOCTb Y naumeHToB ¢ CK
[24]. AHanun3 cnyvyaeB nokKasaja nM3MmeHeHue rpadrkos
pocTa no TUny «MapasmaTUyeCcKoro» B NOCTHaTaslbHOM
nepvioge y 6onblunHcTBa nauneHTos ¢ CK [4, 25, 26].
S.Umans mn coaBT. onucanu ciy4yan pOTOrnoTOYHOW
ancdarnm B cTpyktype CK [27]. Y yacTv naumeHToB
CONYTCTBYWOLWMMN MNpPUUYUHaAMU  TPOdONOrnyeckoro
Jeduunta ABNAETCA TAXKeNoe TeyeHre ractpossoda-
reanbHou pedntokcHon 6onesHn [28]. Momnmo 3Toro,
OMnuncaHa CKMIOHHOCTb K A3BEHHbIM MOPAXEHUAM Xe-
NyAKa 1 ABeHaauaTunepcTHon Knwku [29]. Mpobnemsl
BCKAPM/TMBaHUA NMaLIEHTOB 1 HEOOXOANMOCTU NpPoBe-
[eHNA UCKYCCTBEHHOTO MUTAHUA BblCOKOKaNOPUHbI-
MU CMecAMM Yepes 30HA yKasaHbl y H. Kawame [30].
CuHgpom ancdarum obblyHO KynupyeTtca y geten ¢ CK
K4 ropam [9, 31].

PRACTICAL NOTES
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Onuncanbl KnuHnveckne dopmbl CK ¢ natonoruen
ceplieuyHO-CoCyANCTOM CUCTEMbI, B YaCTHOCTY HapyLue-
HMeM pUTMa 1 SKCTPACUCTONMEN, @ TaKKe YTOSLLeHnemM
MUTPANbHbIX KflanaHOB, Pa3BUTUEM CTEHO3a IEFOYHOM
apTepun UAn runepTpoduyeckon KapauvomumonaTum
[32-34]. B cBA3M ¢ 3TMM Bcem naymeHTam c CK peko-
MEHJ0BaHO TJIaHOBOE KapAauonornyeckoe Habso-
LeHue.

3apeprkKa pocTa y TakMx NaLMeHTOB YacTo CBA3aHa
c pedunymtom ropmoHa pocta [35]. OTmMeueHo Takxe
CHUKEHMEe KOHLeHTpaL MM KOPTU30/a U rMnorinkeMms
[36-38].

3ameyeHa NOBbIWEHHAA CKINOHHOCTb K Pa3BUTUIO
3/10KaYeCcTBEHHbIX HOBOOOPA30BaHW, NpenmMyLle-
CTBEHHO MbllLEYHbIX TKaHew, B cTpyKkType CK [39]. Tak,
M. Feingold u coaBT. coobwunn o pebeHke c nog-
TBepaeHHbIM CK, y KoToporo pasBunacb anbBeo-
nAapHaa pabgommuocapkoma npaBon CTOMbl B FPyAHOM
Bo3pacTe [40]. B. Kerr 1 coaBT. He TONbKO COO6WNM
o aByx petax ¢ CK, B rpygHOM Bo3pacTe y KOTOPbIX
BbIsiIB/IeHa 3a0ploLWMHHAA 3MOpUOHanbHaa pabagomu-
0CapKOMa, HO 1 CBA3ann MOBLILEHHbIA PUCK Manur-
HU3aL MW KaK CTPYKTYPHYIO YacTb cuHapoma Koctenno
[41]. KW. Gripp n coasT. B 2002 rogy Takxe onucanmu
5 cnyyaeB pabaoMMOCapPKOMbI MPEVMYLLECTBEHHO Op-
raHoB OPIOLIHONM MONOCTK, Ta3a UKW YPOreHUTanbHOM
obnactn y naumentoB ¢ CK [42]. Mo nutepaTypHbIM
JaHHbIM, y Bcex nauyuneHToB ¢ CK 1 BapraHTamy reHo-
Tuna p.Gly12Ser unn p.Gly12Ala pa3suBanmcb OHKOMO-
rmyeckme 3abonesanHua [14, 43]. Y peteinn ¢ CK Takxke
BbIABNANNCb BHYTPUTPyAHaA raHrnMoHenpobnactoma,
KapunHoMa MmoyeBoro ny3bipa [44-46].

Bonpocbl npeHaTanbHOM AMArHOCTUKK He paspa-
60TaHbl BBMAY PEAKOW YacTOTbl BCTPEYAEMOCTU CUH-
LPOMa, a TaKKe OTCYTCTBUA cneynduyeckmnx npusHa-
KoB ¢eTanbHoro ¢peHotuna [47, 48].

KNNHNYECKUN CNTYYAIA

MpuBoOUM COGCTBEHHOE 4-neTHee HabnogeHve
nauveHTa C CMUHAPOMOM KocTenno, TMnmMyHaa KapTuHa
TeYyeHUA KOTOPOoro NOMMMO YMCTBEHHOM OTCTanocTy,
HapyweHNn MCUXOMOTOPHOFO U GU3NYECKOro pas-
BUTWSA, BbIPaXKEHHOW GENKOBO-3HEpreTnyecKkon Hefo-
CTaTOYHOCTM M AePMaTONIOrMUYeCKNX NPOABIEHUA CO-
NpoBOXAanacb 3MOPMOHaNbHON PabaoMMocapKoMor
MOYEBOro ny3bips, OnepaTtuBHOE feYyeHne KOTOpoW
NprBeno K peunansunpytoemy ny3blpHO-MOYETOUYHM-
KoBOMY pedrnioKcy.

MayneHT M., 2015 roga poxkaeHus, Habnoganca B
KnnHuke ¢ siHeapa 2019 roga no HoAabpb 2022 ropga.
Bnepsble noctynun B cTtaumoHap B Bo3pacte 3 net
11 MmecsAueB B TAXKENOM COCTOAHUN C XKanobamu Ha pe-
ungrsupywmne MHOGEKLUUN MOYEBBbIBOAALMX MyTel
B CBAI3W C BblABIEHHbIM HOBOOOpPA30BaHMEM Manoro
Ta3a v 6pioWHOM NONOCTY, CAABNMBAIOLMM JIEBbIV MO-
YEeTOUHUK C pa3BUTNEM ypeTepormapoHedposa cnesa.
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ConyTcTByOLWMM AMarHo3om 6bin cuHapom Koctenno.
MocTynun nepeBoioM 13 MHOFONPOQUIbHOroO CTaluo-
Hapa AnA CTEHTUPOBAHUA IEBOrO MOYETOYHMKA B paMm-
Kax npegonepaunoHHON NOArOTOBKM.

AHamHe3 Xu3HuU. Pe6eHOK OT ueTBepTOl bepemeH-
HOCTM, NpoTeKaBLeln 6e3 0cobeHHOCTel, BTOPbIX Po-
[oB Ha 37-i Hepene (1 — MeAUUMHCKUIN abopT, 2 —
300POBbIM AOHOWEHHbIN Manbyunk 3700 r, 53 cm, B
JanbHeWwem — 3[0pPOBbI pebeHoK, 3 — 3amepluas
6epeMeHHOCTb Ha cpoke 8/9 Hepenb). Mpu npeHa-
TaNbHbIX CKPUHMHIAX NaToNOrMn Nioda He BblABNEHO.
Macca tena npu poxxgeHun — 4750 r (7-ueHTUNbHbIN
kopugop (u.k.), Z-score — 2,55). InnHa npwn poxge-
HUN — 54 cm (7 u.K., Z-score — 2,17). OueHKa no WwKa-
ne Anrap — 7/8 6annos. Pogutenu pebeHka 340p0BbI
(He MMelT XPOHNYECKMX COMATUYECKUX MW AUarHo-
CTUPOBaHHbIX HacneAcTBEHHbIX 3aboneBaHuin), 6pak
HEepPOACTBEHHbIN.

B paHHem HeoOHaTanbHOM nepuofe AMarHoCTUPO-
BaHbl MceBaobynbOapPHbIN CUHOPOM, CMHAPOM [BU-
raTtefibHbIX HapyLeHWn, BbIABIEHbl MHOXECTBEHHble
Manble aHOManuu pasBuTUA (KnUnesmnpgHasa rpygHas
KneTka, Mmakpouedanusa, WMpokKaa nepeHocmua, nmuo
C 6OMblWIMM PTOM, TONICTBIMU TyGamu, CKNag4vaTocTb
KOXMU, 60nbluol n06). Mpn 06bEKTVBHOM OCMOTpE OT-
Meyanncb HeNPOMNOpLUOHaNbHOEe yBeNIMYEeHNE KACTEN
M CTON OTHOCUTENbHO KOHeYHoCTel. [InarHoCcTupoBaH
nepenom NpaBoli KNUKLbl, PAHHAA HeOHaTaNbHadA r1-
NornanKkemus, renatocnieHomeranusa. Ha 2-e cyTku us-
HW BbIiIBNEHA runepounupyouHemms 249 mkmosnb/n 3a
cyeT npamon dpakuum (238 mkmonb/n), anddepeH-
LUManbHbI AMArHO3 NPOBOAWIICA MeXAy MyKOMonu-
caxapugo3om n cuHgpomom CoToca (BmocneacTsum
nCcKoyeHbl). B Bo3pacte 1 mecAua npu nnaHoBOW
HellpocoHorpadun BbiABNEHA TPUBEHTPUKYNOAMNaTa-
umA, pacwmpenme cybapaxHomanbHbIX MPOCTPAHCTB,
runoreHesns MO30JUCTOro Tefa, rMnonsasusa Yepsa
MO3)KeuKa, paclpeHne 60MblUON 3aTbIFIOYHON LKC-
TEpPHbI.

[PyaHOe BCKapMivBaHue Ao 2 MecALeB, B CBA3M CO
CNaboCTbio COCATENbHOMO 1 rNoTaTeNIbHOro pediekcos
nepeBefeH Ha 30HAOBOE NUTaHWE. B guHaMuKKe BbiAB-
NeHbl BblpaKeHHble 3aepP>KKM MCUXOMOTOPHOFO pas-
BUTUA, XOAUT C 2 NET 3a PYKY, 3aflepKKa NCnxopeyeBo-
ro pa3sutuA. CaMoCTOATENbHO He CAANTCA 1 He BCTaeT.

B cBA3M c nofo3peHmem Ha reHeTMyeckoe 3abone-
BaHWe NPOBeAEHO KapMOTUNMPOBaHNE, CEKBEHNPOBa-
Hue reHa HRAS. Kapuotnn 46, XY, BbiABNeHa YacTny-
HasA MUCCeHC-MyTauus de novo B KopoHe 12¢.35G>A
(p.Gly12Ala) B reTepo3nroTHOM CoCToAHUN. Taknm 06-
pa3om, guarHocTuposaH cuHgpom Koctenno.

3a nepBbIN rof BbIPOC Ha 3 ¢cm (o 57 cm — 1 LK.,
Z-score — -7,87), npubaBka maccbl Tena 1,5 Kr go
6,25 kr (1 u.K., Z-score — -3,82). 1o 1,5 neTt no peko-
MeHfauun Bpava-gueTtonora MNpoBOAWMIACb HOYHasA
anvMeHTauuA Yyepes Ha3oracTpanbHbIN 30HA,.

3AMETKU U3 NMPAKTUKN
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Puc. 1.
Fig. 1.

NapoHn naumneHTa (cobcTBeHHOE HabnoaeHWe)
Patient's palms (own observation)

AnneproaHamHes He oTsroweH. [Mpodunaktnye-
cKaAa BaKuMHauua o pebioTa 3aboneBaHus Mo UH-
OMBMAYyanbHOMY KaneHpapto, ¢ onospaHuem. [lepe-
HeceHHble 3a00fieBaHNA: HeyacTble pecnupaTopHble
UHeKLMY, TpaBM He oOTMeuvanocb. 1o noBogy oc-
HOBHOro 3abo0fieBaHNA y Bpaya-reHeTrika He Habsto-
jaioTca.

AHamHes 3abonegaHusa. B Bo3pacte 3 net 11 me-
CcAUeB MaTb CaMOCTOATENIbHO 3aMeTusa YNiaoTHeHue
B HWKHUX OTAENax »KMBOTa, B CBA3W C yem Gpuragon
CKOpPOWN MeaUUMHCKONM nomMolm pebeHOK AoCTaBeH
B [AETCKUIN Crneumanu3npoBaHHbii MHoronpodbunb-
HbIl cTaumoHap. MNMpu nNpoBeaeHNN yNbTPa3BYKOBOIO
NCCnefoBaHUs OPraHoOB OPIOLLIHON MONOCTY, MOYEK U
MoueBbiBoaALmx nyTen 03.01.2018 roga obHapykeHo
obpa3zoBaHve B 06N1acT! Manoro Tasa, NMeNodKTasmns
cneBa, pacllMpeHne Mo4veTouHMKa cneBa. B cBA3m ¢
3TUM pebeHKy BbIMOSIHEHA MYJbTUCMVpPaNbHas KOM-
nbloTepaHasa Tomorpadusi opraHoB OPIOLWHON MONo-
CTW, 3a6PIOLLNHHOIO NPOCTPaHCTBa U Manoro Tasa. o
pesynbTatam BbiABneHa KT-kapTvHa uWHTpanenbBu-
KasibHOro 06 bemMHOro 06pa3oBaHUA C BO3MOXXHOW WH-
Ba3vie m. psoas C/ieBa, BblipakeHHbIM 0O bEMHbIM BO3-
OencTBreM, NPU3HaKN ruapoHedposa cneBa Ha poHe
KOMMpeccnn neBoro MouvetouHuka. 05.01.2019 roga
nabopaTtopHO onpepesieHO MOBbIWEHME KOHLEH-
Tpauumn HempoHcneunduuyeckonn eHonasbl (NSE) go
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39,8 mkr/n (Hopma go 18,3 mkr/n). MNpn onpeaeneHnmn
SKCKpeunn MeTabonnToB KaTexoslaMMHOB B Moue
05.01.2019 roga — pe3ynbTathl B npegenax pede-
peHCHbIX 3HauYeHun. 09.01.2019 roga c uenbto gudde-
peHuranbHON ANAarHOCTUKM BbINMOSIHEHA MHLUN3MOHHAsA
6uoncma o6pasoBaHNs Manoro Tasa, acnupaunoHHas
61oncma KOCTHOro Mo3ra 13 4 Touek, TpenaHobuoncusa
KOCTHOro mo3sra u3 2 Touek. [laTtomopdonornyeckn
yCTaHOB/IEHA SMOPUOHasIbHasA pabaomMmnocapkoma mMo-
YeBOro My3blpsA, B KOCTHOM MO3re NaToNormyeckmnx ns-
MEHEHWI He BbIABMEHO. YUnTbiBadA CAaBNeHue eBoro
MOYETOUHMKA, PEKOMEHAOBAHO €ro CTeHTUpPOBaHMe.
B AaHBape 2019 roga pebeHOK NOCTyNun B XMpypruye-
CKoe oTAefnieHne KINHUKN Ana CTEHTMPOBAHMA 1eBOro
MOYETOUHMKa.

ObvekmugHO npu nocmynjieHuu: COCTOsIHWE na-
LMeHTa pacLeHeHO KaK TAXefoe No OCHOBHOMY 3a-
60MneBaHuNIO, CO3HaHMWE ACHOE, WHTENNIEKT CHUXKEH,
ApyXenobeH, NaeT Ha KOHTaKT OXOTHO. B HeBposnoru-
yecKkon KapTuHe — 6e3 OCTPOI OYaroBow CYMMTOMA-
TUKK, rpybas 3agepxKa NCUXOMOTOPHOIO U PpeyeBoro
pa3BuTUA, HACTarM. BolABNeHbl MHOXeCTBEHHbIE aHO-
Manuu pasBUTUA OMOPHO-ABUraTeNbHOro anmnapara:
nedbopmauma rpygHoON KNeTky U KOHEYHOCTEN, rngpo-
uedanbHan ¢opma vepena. MoAKOXKHO-KNPOBOW CJION
PEe3KO CHUXeH, MbllleYHasa rmnotoHna. HocoBoe gbixa-
Hue 3aTpyaHeHO. TOHbI cepALa pUTMUYHbIE, 3BYYHbIE.
CKNOHHOCTb K 3anopam. PeHoTunnyeckme n3MeHeHua
nagoHen, xapakTepHble ana nauymeHTos ¢ CK n ykasan-
Hble B nuTepaTtype, OTMeYeHbl 1 y nauueHTa (puc. 1)
[14]. BoiaBneHbl NnepuaHanbHble Nanuaiombl.

Mpn npoBegeHUN nNpegonepaunoHHOro [oo6-
cneposaHmAa B 2019 rogy no pesynbtataM ynbTpa-
3BYKOBOro uccnegoBaHusi (Y3M) BbiaBneHo obpaso-
BaHME Masioro Tasa W OPIOLWHON MOMOCTU, Pa3Mepbl
noyek COOTBETCTBOBANIN BO3PACTHOM HopMme (npaBas
73,9%29,1 mm, napeHxuma 11,7 mMm, valweyHoO-No-
XaHouYHaA cuctema (Y1C) He pacwwmpeHa; neesad —
81,2%33,7 mMm, nepefHe3agHUn pasmep NIOXaHKM —
28,2%x28,3 MM, MapeHxuma — 9 MM), pacwmpeHue
NIeBOr0 MOYETOUHMKA B BEPXHEN TpeTu Jo 7,2 MM.
Moka3atenn NSE ot 15.01.2019 roga — 369,5 Hr/mn.
17.01.2019 ropa npoBefeHO orepaTuBHOE BMeLlla-
TeNbCTBO B 06beMe CTEHTUPOBaAHMA JIEBOTO MOYETOY-
HuKa. [Mpu npoBegeHUn KOHTponbHOro Y3M: noxaHka
neson noykn 18x18 mm, napeHxmma 8 Mm, NeBbI MO-
YETOUYHVK B BEpPXHel TpeTu pacwmpeH go 7 mm. [na
JanbHenwero nevyeHns pebGeHOK mnepeBefeH B ypo-
NIOrnYeckoe oTAeneHne [eTCKOro OHKOMOrmyeckoro
LEeHTpa AN1A NeyeHna OHKONOrnMYyeckoro 3abosnieBaHus.

MNMocne npoBefeHnA 9 KypcoB TapreTHOW MOAUXU-
mMuoTepanum 24.02.2019 rofa pebeHKy BbINOSHEHA
pagukanbHaa onepauus B obbeme: nanapoTomus,
LMCTOTOMUA, yAaneHne Oonyxonm MOYEBOro mny3bipA
C pe3eKkumnen AUCTanbHON TpeTn 1eBOr0 MOYETOYHU-
Ka, ypeTepouncToHe0aHacToOMO3, 3MULUCTOCTOMUSA;

PRACTICAL NOTES



ISSN 2221-2582

6uoncna NoaKancynbHOro o6pa3oBaHNUA NIEBOW MOY-
KW, APeHMpOoBaHWe OPIOLWHOM MONOCTU. B paHHemM
nocneonepauvoHHOM nepuoge HavaT KypC NOAnXu-
muoTepanuu (MXT), cornacHo npoTtokony CWS-2009.
lMcTonornyeckoe 3akiouyeHve npenapara: ambpuo-
HajlbHaA pabgomMmocapkoMa C npu3Hakamy Co3peBa-
HUA, NoCTTepaneBTNYecKnii natomopdos | creneHun.

MNpn noBTOpHOW rocnuTanM3aunum B KIAVHUKY
11.09.2019 ropa BbINOSIHEHO YyAaneHne BHYTPEHHEro
MOUYETOUYHMKOBOrO CTeHTa csieBa. Ha 3Tom ¢poHe Hapy-
WeHWA yPOANHAMUKY, peungnBupyolmne nHbekumnm
MOUYEBbIBOAALMNX NYTEN He BbIABNEHDI.

B nepwnog c 17.10.2019 roga no 26.11.2019 roga
npoBefeH KypcC NPOTOHHOW JlyuyeBOW Tepanum Ha 06-
NnacTb NepBOHayvyanbHOW ONyXOnW M nocneonepauu-
OHHOrO J1I0XKa OMyXOnn Manoro Tasa € OTCTYMOM Ha
MUKpOpacnpocTpaHeHne ¢ MOCAeAyLWNM NoKalb-
HbIM 6YCTOM Ha 06/1acTb OCTaTOUYHOI TKaHU obpa3o-
BaHMA.

Mo pe3synbTatam KOHTPOJbHOM LucTOrpadumm
07.06.2020 roga coxpaHAanca ny3blpHO-MOYETOYHUKO-
BbIln pedntokc (NMMP) cnesa lll cteneHu, B CBA3M C Yem
19.06.2020 roga BbIMOSIHEHO 3HAOCKOMUYECKOoe neye-
Hue MNMMP cneBa (3HAOCKONMYECKas refieBana niactmka
NEeBOro ypeTepoBe3unKanbHOro coycrbs). o pesynbTa-
TaM KOHTposibHOW unctorpadun soisieneH NMMP cnesa
[ll cTeneHu, npu KOHTponbHOM ¥Y3W noyek n moyeBoro
ny3blpA OTMEYEHO YMeHbLUEeHNe pa3mepoB eBON Noy-
KM C paclwimpeHmnem noxaHku go 19,60x37,9 mm. B cea-
31 ¢ 3Tum 23.03.2021 roga npoBefeHO MOBTOPHOe
sHpockonunyeckoe neyveHne NMMP cnesa. CumynbTaH-
HO NPOBeAEeHO nasepHoe yaaneHne nanuiiom nepu-
aHanbHoW obnactu (Mo pesynbTaTam rMCTONOrMYecKo-

Puc. 2.
reMaToOKCM/IMHOM U 303MHOM

Fig. 2:
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ro UCcnegoBaHUA — KepaTUHOBbIE MACChl U MIacTbl
MHOTOCJIOMIHOTO MAI0CKOro 3nuTenusa 6e3 BakyosbHOM
amctpoduu, c apTndrLMHanbHbIMU U3MeHeHAMN 6e3
nopnexatyen cTpomol) (puc. 2).

Mpy NMMYHOTNCTOXMMNYECKOM UCCNefOBaHUN Ha
BMPYCbl ManuiioMbl YesioBeKa 3KCNPeccun B MHOro-
CNIONHOM NJIOCKOM 3MUTENUK He BbliBNeHO. [ocneone-
PaUMOHHBIV Neprod npoTeKan 6e3 ocnoXHeHN. Mpn
Y3-KOHTpoOne Npr3HaKoB OCTPOro HapyLleHna ypoan-
HamMnKM He BbiABMeHO. 27.10.2021 roga BbIMoOsIHEHA
KOHTpoObHas uncrtorpadusa: soiasneHo MMP Il ctene-
HN cneBa. [TOBTOPHO BbINOSIHEHO 3HAOCKOMMYECKoe
neyenue MMP cnes.a.

K Bo3pacty 5 net poct coctaBun 71 cm (Z-score —
-8,55), macca Tena — 7,9 Kr (Z-score — -5,63), HpeKc
Maccbl Tena — 15,7 (27,4- nepueHTUnb).

25.11.2021 ropa BbinonHeHo MPT opraHoB 6ptoLu-
HOW MONOCTK, OPraHoOB 3a0PIOLLNHHOIO NPOCTPaHCTBa
C KOHTpAcTMpOBaHWEM AONA onpefeneHusa fanbHel-
LWen TaKTUKN: COCTOAHME MOCe OnepaTUBHOIO feye-
HUA 3MOPUOHANBHOWM PagboOMMOCAPKOMbI MOYEBOrO
ny3bips, MNXT, 6€3 3HaUMMON ANHAMUKK, aKTUBHOTO Ha-
KOMMEHNA KOHTPACTHOrO Mnpenapata He OTMeYaeTcs.
TpakTOBKa M3MeHEeHMI B NIeBOM MoYKe npexkHAA. Bbl-
ABeHa fepopmaLius MOYEBOTO My3bips.

MaureHT NOBTOPHO OCMOTPEH AMEeToNoraMmu u rne-
AvaTpamu BO BpeMsA NaHOBOW rocnmnTanm3aumnm B BO3-
pacTe 7 neT. Macca Tena coctaBuna 16 kr (1 u.k.). O6b-
EeKTMBHO TaKXe OTMeYaNncCb MPU3HaKM Bblpa)KeHHOW
6EeNKOBO-3HEPreTNUYECKON HefoCTaTOUHOCTU (pe3koe
CHVXKeHre pa3BUTUA CNI0A NOOKOXHO-KNPOBOW KieT-
YaTKW, CHUXKEHME Typropa TKaHein), MHOXeCTBEHHble
aHoMmanuu passuTusA, gedopmaLm KOHEYHOCTEN, ANC-

"\,‘};"-‘ e
hnoh4).

[uctonornyeckoe uccnenoBaHne 6Guontata koxu: A — ysenuuyeHne x40; b — ysenmuenne x400. Okpacka

Histologic study of skin biopsy: A — magnification x40; B — magnification x400. Hematoxylin and eosin staining

3AMETKU U3 NMPAKTUKN
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MopdurUecKkme YepTbl NULA, U3MEHEHUS NTAlOHEN, Mo-
[OLB CTON Y NanbLeB C ABNEHUAMN rMnepKkeparosa.
3a BCe BpemAa rocnutanuM3aunin NO JaHHbIM KOH-
TPONbHbIX 3/IEKTPOKapANOrpadunyeckmx 1 sxokapamno-
rpaduyecknx NCccnefoBaHNn HapyLeHNA He BbIAABNEHO.
Mpy nNpoBeaeHUN MUKLMOHHOW UucTorpadpum
01.11.2022 roga onpegenanocb coxpaHeHue MMP Ill-
IV cTeneHun cneBa, MoUYeBOW My3bipb OKPYrion Gopmbl
C POBHbIMY KOHTYpamu. o pesynbTtatam Y3M nouek un
MOYEBOro Ny3blpA OTMeyvaeTca HeppPOCKIepo3 NeBou
NOYKM A0 57,1X26,9 MM, NCTOHYEHNE NapeHXUMbl 4O
9,3 MM; NpaBaA NoYka HOpPMasbHbIX pa3mepos. lNpwu
npoBefieHUN  AUHAMUYECKON  peHocumnHTUrpadum
(PCTI) Ha ypeTpanbHOM KaTeTepe: Mopdonornyeckoe
COCTOAIHME MapPeHXUMbl GYHKLMOHMPYIOLWEN NpaBoui
MOYKM yAOBNETBOPUTENIbHOE, NleBasd MoYka He QyHK-
unoHupyert. Mo gaHHbiM MPT 6ploLwHOM NoNocTn 1 3a-
OPIOWNHHOrO NPOCTPAHCTBA, BbIMOMHEHHON B HOAOpe
2022 ropa, neBas Mouyka yMeHblUeHa (27X27x59 mm),
npeactaBfeHa  MYNbTUKUCTO3HbIMU  CTPYKTYpamu,
KOHTYpbl HEPOBHble, KOPTUKO-MenynnapHaa andde-
pPeHUMpPOBKa He MNpOCNe)KMBaeTCA, NOXaHKa JieBOW
NOYKN YMEPEHHO paclwnpeHa, MOYETOUYHUK umeeT
HepaBHOMEPHbIN gnameTp, B AUCTallbHOM oTAene na-
paypeTepanbHO — B CTEHKE MOYETOYHMKA mpocse-
XKUNBAIOTCA MHOXECTBEHHbIe MEJIKOKNCTO3Hble BKII0-
yeHuAa gnameTpom ~1-3 mm. [pn KOHTpacTMpoBaHUn
30H aKTUBHOMO MaTONOrMYECKOro HaKoMeHNA He OT-
MeuaeTcsa. Busyanusmpyiotca numdaTtuyeckue ysnbl
B napaHedpanbHOM KneTyaTke cfieBa pasmepamu O
3,5 mm. B 3abplowiMHHOM NpOCTpPaHCTBe CreBa, napa-
BepTebpanbHO Ha ypoBHe Thy-L, coxpaHatoTca y3no-
Bble YYaCTKM NO XOA4Y NOYEeUHbIX COCYOB C/ieBa C YeT-
KUMU KOHTypamu, ¢opma 1 pasmepbl ~22x10x44 mm,
KoTopble MydpTOOOPaA3HO OKYTbIBAKOT MOYEYHble COCY-
Abl. laHHbIX 32 pecTpuKumio anddy3nm He nonyyeHo.
Mocne BBeAeHNA KOHTPACTHOrO BelecTBa 30H aKTUB-
HOroO HaKoMMeHNA B oYarax He oTmevaeTcAa. Moueson
ny3bipb AedopmMmpoBaH B 065acTM [HA, MOATAHYT
BNEBO B Nnpoekuunio fepopmMmnpoBaHHOro N1eBOro Mo-
YeTOYHMKA, 30H NAaTONIOrMYECKOro KOHTPACTUPOBaHMA
He oTMeuaeTcs. [paBad Nouyka pacrnonoxeHa 06bIUHO,
pasmepamn  ~42x42x80MM, KOpTUKOMeLynnApHasn
ondodepeHUMpoBKa He HapyleHa. KOHTypbl Mouku
yeTKkme. [laHHbIX 3a pacwmpeHne YJ1C npaBo NoYKku
He nonyyeHo. MapaHedpanbHaa KneTyaTka He ynnioT-
HeHa. HagnouyeuHukn npocnexnsaioTca ¢ obenx cTo-
poH. Dopma 1 pasmepbl UX coxpaHeHbl. MNaTonornye-
CKMX 00pa30BaHUN B UX CTPYKTYpe He BbiABJIEHO.

OBCYXAEHUE

B cratbe npuBOgMTCA pepgkuin cnyvyam pgauvTenb-
Horo HabniwogeHna cuHapoma Koctenno B pesynbTa-
Té YaCTUYHOW MUCCEHC-MyTauuu de novo B KofoOHe
12 c¢.35G>A (p.Gly12Ala). Begywmnmn dpeHoTUNNYECKN-
MU NPOABAEHUAMM CUHAPOMA OblN YMCTBEHHAsA OT-
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CTaNoCTb, 3aepP>KKa MCUXOMOTOPHOrO Pa3BUTUA, ABYX-
da3HbIN xapakTep pocta (bonblwune pasmepbl nioga
[NA recTayiOHHOr0 BO3pacTa, CMeHALWMnecsa NocTHa-
TanbHOWM pepyKuMen pa3BuUTUA), BblpakeHHasa 6enko-
BO-3HepreTnyeckasa HegoCTaTOYHOCTb C CUHAPOMOM
ancoarnm, makpouedanus, pa3BuTme HoBOOb6pas3oBa-
HUIN, gucmopdurueckne M3IMeHeHUA NnLa, TUNUYHbIe
3KTOAEpPManbHble MPOABAEHUA, Nanuinombl. M3yyve-
Hue GU3nYecKoro, HeMPOMNCUXMYECKOTO PA3BUTUSA pe-
6eHKa 1 X COOTBETCTBUE KalleHJAPHOMY BO3pacTy Mno-
3BOJINIO OTMETUTb BblPaXXeHHYI0 3aJleP>KKy Pa3BUTUSA.

®eHotun CK p.G12A aBnsetca BTOpOW NoO pac-
NPOCTPaHEHHOCTN MMUCCEHC-MyTaumen, Npu KoTopon
oTMeuaeTca 6onee BbICOKMI YPOBEHb 3/I0KaUYeCTBEH-
HocTh [12]. B onncaHHOM cflyyae y nauueHTa B ne-
puofde BTOPOro AeTCTBa pa3Buiacb IMOpPUOHaNbHas
pabaoomrocapkoma mouyeBoro nysbipa. OnepatrBHoe
neyeHrie OHKoONornyeckoro 3aboneBaHuA C 4acTuu-
HOW pe3eKLueln IeBOro MOYETOUHUKA 1 HaNlOXKeHNeM
aHacTomMo3a MnpuBeno K GOPMUPOBaHUIO peLyvanBY-
pyloLwero  ny3blpHO-MOYETOUYHNKOBOrO  pedniokca
-1V cTeneHun, pe3ncCTeHTHOro K onepaTMBHOMY Je-
YyeHuto C nocnepyoWwmnMm HeGpPOCKNEPO30M U MyNbTU-
KMUCTO3HOM TpaHcpopmaumeln neBon Nouyku. PaHHee
pa3BUTUE OHKONOTMYECKOro 3ab0eBaHnsa MOXeT CBU-
[leTeNbCTBOBaTb O CTENeHU akTMBHOCTY NPOTOOHKOre-
Ha HRAS.

Kpome 3n0KauyecTtBeHHOro obpas3oBaHuA y nauu-
€HTa BbIsIBNIEHbI 1 JOOPOKAYeCTBEHHbIE — ManuIIo-
Mbl, HE CBA3aHHbIe C BMPYCOM Manuiiombl YenoBeka,
4TO ABNAETCA CNIeACTBMEM MyTaLMW B MPOTOOHKOreHe
HRAS [17, 33, 47]. ix ocobeHHOCTAMU CTanu nepua-
HanbHas nokanusauus (bonee pefkas Mo CpaBHEHUIO
C HOCOBbIMM NanuioMmamu) 1 6osiee NosaHee NPosB-
neHvie — B Bo3pacTe 4 neT (paHee BCTpeyaBluMecsa ot
poxpeHua go 2-3 net) [8].

OnuTenbHoe BbIXMBaHWE MALMEHTA BO MHOFOM
CBA3aHO C HOpManu3aunen NMTaHUA 1 BOCMOJIHEHMEM
nmetoLlenca 6enKoBO-dHepPreTnYeckorn HepocTaTou-
HoCTW. Y nauuneHTa B paHHeM Bo3pacTe OTMeYeHa Auc-
dbarna B cTpykType ncesfobynbbapHOro cMHApoma,
KoTopasi noTpeboBasa He TONbKO NepeBoAa Ha NUCKYC-
CTBEHHOE BCKapM/IMBaHMNE, HO U MPYIMEHEHME peXrMa
HOYHOI anumeHTauuun. MNpu [OCTVMXeHUM Bo3pacTa
4-5 neT KNUHWYecKaa KapTuHa ancdarum perpeccu-
poBana, 4To No3BOJINII0 HOPMaNM30BaTb SHTEpPasibHOe
nuTaHue.

3AKNIOYEHUE

MNpencraBneHHoe onucaHue cnyyaa 4-neTHero
HabnogeHuAa cnHgpoma Koctenno y manbumka € pas-
BMBLLENCA SMOPUOHaNbHOW PabaoMMocapkomor Mo-
UeBOro My3bIps paclWMpPsieT NpPeacTaBeHne O Heob-
XOAMMOCT/ OHKOHACTOPOXEHHOCTU N OHKOMOWCKa Yy
geten ¢ gnarHoctupoBaHHbiM CK. OTcyTcTBME foOCTO-
BEPHbIX KpuTepueB MpeHaTasibHOW Y3-AnarHOCTMKU
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onpepenseT TPYAHOCTU B MOCTaHOBKe AMarHosa ao
poxaeHuna pebeHKa. YcTpaHeHne GenKoBO-3HepreTu-
YeCKoW HefoCTaTOYHOCTM, XapaKTepHoW ans aeten
CK 1 cBA3aHHOM C naTtonornen He TONbKO NULLEBapu-
TeNbHON, HO U HEPBHOW CUCTEM, ABNAETCA BaXKHON Te-
paneBTUYECKON LeNblo.

AONOJIHUTEJSIbHAA UHOOPMALINA

Bknapg aBTOpOB. Bce aBTOpbl BHECNN CYLIECTBEH-
HbI BKNag B pa3paboTKy KOHLEeNUuu, NpoBeaeHne Uc-
CflefoBaHMA 1 NOATOTOBKY CTaTby, NPOUNY 1 ogobpu-
nn drHanNbHy Bepcuio nepep nybnukayunen.

KoHPNUKT unHTepecoB. ABTOpblI [eKknapupytoTt
OTCYTCTBUE ABHbIX U MOTEHUMaNbHbIX KOHPNMKTOB
WHTEPECOB, CBA3AHHbIX C MybOnuKauven HacToALlen
cTaTbMu.

UcTtouHuk d¢uHaHcmpoBaHua. Pabota Bbinon-
HeHa B pamKax Hay4YHo-UccnefoBaTenbCckon pa-
60Tbl (N2 rocypapctBeHHoro yyeta HUWOKTP AAA-
A-A18-118113090077-0 ot 30.11.18) «CKPUHUHT
HYTPUTMBHOrO CTaTyca y AeTel C COMaTUYeCKON, Xu-
pyprmyeckon m HeBPOSIOrMYEeCKOW naTosiormen, Bos-
MOXHOCTW Koppekuumn». WccneposaHne He wumeno
CMOHCOPCKON NOAAEPKKN.

UnpopmupoBaHHoe cornacue. Cornacue poau-
Tenen nayueHTa Ha Ny6nmMKaLmio onucaHna nayneHTa
He nony4yanu. [peacTaBneHHble B CTaTbe CBefeHuA
o6e3nnueHbl, naeHTudMUMpyoLwan nHpopmauus yaa-
neHa.
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