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OpnoBCKNn MEOULIMHCKUA UHCTUTYT

IIpencrapiieHbl JaHHbIE JUTEPATYPbl U COOCTBEHHOE KJIMHUYECKOe HaOmoaeHue pedeHka ¢ cunapomom Koctesuto. UpesBbruaiiHo
PeKHil TeHeTHYECKHii CHHIPOM XapakTepu3yeTcs yNopHoii aucdarueii, Tpedyoleii MOCTAHOBKY 30Ha WM racTPOCTOMbBI; 3a/1ep-
JKKOM MOCTHATAJIBHOTO Pa3BUTHSA; XapAKTEPHbIMHM YE€PTAMH JINLIA; H30bITOYHOI CKJIAA4aTOCTbIO KOXKH; I‘JIyﬁOKl/lMI/[ KOZKHbIMM CKJIaa-
KaMH HA JAJ0HIX M MOJOLIBAX; FMIEePNUMrMEeHTanyell KOXKH; HAIHYMeM NANWLUIOM NpeiBepusi HOCA M BOKPYT PTa; 3aePKKO HH-

TEJUVICKTYAJIbHOI'O PAa3BUTHA.

Karoueswie crosa: demu, cundpom Kocmenno, oucghazusi, 2unepckaaduamocme KodicU, 3a0epicKa pu3uuecKo2o paseumusi.

The authors give the data available in the literature and their clinical observation of a child with Costello syndrome. The extremely
rare genetic syndrome is characterized by persistent dysphagia that requires tube insertion or gastrostomy, by postnatal growth re-
tardation, characteristic facial features; hyperrugosity of the skin; deep skin folds on the palms and soles, skin hyperpigmentation,
papillomas of the nasal vestibule and around the mouth, and intellectual retardation.

Key words: children, Costello syndrome, dysphagia, hyperrugosity of the skin, physical retardation.

Cmmpom Kocrtemnmo — 4pe3BBIYAiiHO pemkoe Te-
HeTUYeckoe 3a0ojieBaHWe, BIIEPBHIC OIMCAHHOE
nokropom JI. Kocrenno uz Hosoii 3enannuu B 1977 .
B Hacrosimiee BpeMsi B MUpE 3aperMCTPUPOBAHO OKOJIO
300 malueHToB ¢ 3TUM CUHAPOMOM. BcTpeyaeMocTh ero
cocTaBisieT | Ha 24 MJIH YeNIOBEK, T.€. €XErolHO B MUDPE
poxnatorcst npumepHo 10 gereit ¢ cunapomom Kocreso.
BosHuKHOBeHUE 3a00JIeBaHUS CBSA3BIBAIOT C MyTallMel
reHa HRAS (xpomocomHas sokanuzauus 11pl13.3), ko-
TODPBIIi KOAMPYET CUHTE3 CBepxakTuBHOro oeska HRAS,
BJIMSTIONIETO Ha POCT M JieJIeHne KJIeToK. [1pu cuHapome
KocTenno B TKaHSIX IPOUCXOIUT HETTPEPHIBHOE aKTUBHOE
KJIETOYHOE JAeJICHUE, CITOCOOCTBYIoNee (hOpMUPOBAHIIO
IOOPOKAYECTBEHHBIX U 3]I0KAYECTBEHHBIX OITyXOJIEH.
3aboieBaHMEe HACIIEAYETCS] ayTOCOMHO-PEIIeCCUBHBIM
nyreM. Ha ceroansitiHuii geHb OoJbliast A0Js1 MpodaH-
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JIOB UMCIOT CITOHTAaHHBIC MYyTaIlX TeHa, M BO3MOXHOCTb
BBISIBJICHUST CHHIPOMA Y CUOCOB HeBeJIMKa. TeM He MeHee
W3BECTHBI CITy9ad TTOBTOPECHUS 3a00JICBaHUS Y OpaTheB
u cectep npobaHna. [IpeHaTalbHBINA AUAarHO3 BO3MOXEH,
€CJIM y YIeHOB ceMbH BbIsiBJieHa MmyTailust reHa HRAS [1].
IMauuents! ¢ cunapomom KocTeno B 60NbIIMHCTBE CITy-
yaeB OeCIJIOHBI.

JuarHOCTMKa CMHIPOMa OCHOBaHA Ha XapaKTepHBIX
KIMHUYECKUX CUMITTOMAX M pe3yJbTaTaXx MOJICKYISIpHO-
TeHeTUIECKUX TeCTOB. BHUMaTenmpHOEe M3ydeHUe TIpeHa-
TAJTHHOTO aHAMHE3a MOXET NaTh CJICAYIOIINe CBEICHMUS.
[lpu ynBTPa3BYyKOBOM WCCIACIOBAHWU Y TUIONA OTMEYa-
eTcs Opaxuitedanusi, MOXET BBISBISITHCS YKOpPOUYCHUE
IJIedyeBoil U GeapeHHON Koctelt, B 90% ciyuaeB mme-
eT MecTo MHoroBoaue. OmucaHBl pa3IudHbIe (HOPMBI
TpencepaHoOi TaxuKapauu Turona. OMHaKO GOJBIIMHCT-
BO TIpU3HAKOB (heTaJbHOro (heHOTUIAa HecHeUnpUIHBI,
W BOIIPOC O TIPEHATaJIbHOM IHWAarHo3e, Kak IpaBwiIo, He
BO3HUKAET.

®opMaTbHBIEC IMATHOCTUICCKUE KPUTEPUH CTHIPOMA
Kocresio roka He pa3paboTaHbl, HO U3BECTHBI TJIaBHBIE,
VHUKaJIbHbIC CUMIITOMBI 3a00JI€BaHUSI, KOTOPHIE IEIatoT
OOJIbHBIX y3HaBaeMbIMU B J11I000M Bo3pacrte. B mepuone
HOBOPOXICHHOCTH 00paIialoT Ha cebsi BHUMaHWe OTHO-
cutesbHas Makpouedanusi, xapakTepHoe JHUIO € 00JIb-
IITUM PTOM, TOJICTBIMU TYOaMM, Ype3MEPHOM CKITaTIaTo-
CTbIO KOXMW, LIIMPOKOI IMepeHOCUlIeil, OOJbIIUM JIOOM,
snuKaHToM [2]. CaMbIM BIEYATJISIOUIMM KJIMHUYECKUM
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CUMITOMOM 0€3 COMHeHUs sABsieTcs nucdarus (95% ne-
Telt), KoTopast C POXKIEHUS CO3IaeT OTPOMHBIE TIPOOTIEMBI
C KOPMJICHUSIMH, a CJIeOBaTeIbHO, TIPUBOANT K 3HAUM-
TEJIBHOMY CHIDKCHUIO TeMITIOB (DM3MUYECKOTO DPa3BUTHS.
[Tpu momBITKaX KOpMIIEHUs peOeHKa TPyablo WM Yepes
COCKY Y HEro BO3HMKAeT pe3Koe OeClOKOMCTBO («Co-
CTOSTHUE CTpecca»), OTKa3 OT poxka. [Ipm artom arme-
TUT U cocaTebHbIl peduiekc coxpaHeHbl. [1pobaembl
C KOPMJICHMSIMU CTaHOBSITCS HACTOJIBKO CEPhEe3HBIMH,
YTO B OOJIBIITMHCTBE CIydacB TPEOYIOT MPUMEHEHUs Ha-
30TracTpaJbHOTO 30HIA, TTOCTAHOBKM TaCTPOCTOMBI WJTU
BBITIOJTHEHUSI oTiepaliuu hyHIOILTMKaIy mo HumbceHy.
[Ipy 5TOM HOCHUTEISIMU TacCTPOCTOMBI IETH MOTYT OCTa-
BaThCs 10 4—6 JIeT.

Cpenu 9acTo BCTPEYAIOITUXCS PU3HAKOB CIIEAYET OT-
METHUTb [NTyOOKYIO CKJIAAYaTOCTh KOXM Ha JIAJOHSIX U CTO-
T1ax, JJaMOHHO-TIOMOIIBEHHBIN TMTIepKePaTO3, TUITEPITUT -
MEHTAIINIO KOXW B €CTECTBEHHBIX CKJIaIKax, 0 CPeaHEH
JIMHUM XWBOTA, TUTICPITMTMEHTAIINIO apeosl COCKOB. Ya-
CTO BO3HMKAIOT MANWIJIOMBI BOKPYT pTa, B TIPEIIBEPHU
Hoca M TiepuaHaibHbie. B 50% ciydaeB BBISIBIISIIOTCS
pasmaHble TphiKU. OOpamaloT BHUMaHUE BhIpaXKeHHast
TMTIOTOHUS, pe3Kasi 3afiepkKa GU3NIeCKOT0, MOTOPHOTO
1 HEPBHO-TICUXWIECKOTO Pa3BUTHsI, OECITOKOMUCTBO, pa3-
JIPAKUTEITBHOCTb.

VKe Ha TIepBOM TOY KU3HU MOTYT TIOSIBUTHCS TTPH-
3HaKM CTEHO3a KJlaraHa JIeTOYHOM apTepur (MOXKET BBI-
SIBIIATHCST C POKIEHUSI ), TUTIEPTPOGUIECKOM KapInOMHUO-
TaTUU, CYNMPABEHTPUKYISIPHOW TaxuKapauu. Moxer
ccopmupoBaThes TUApoIedaNrsi, OIMMCAHBI TTPUCTYITHI
SITAJICTICU Y.

Jetn B Bo3pacre oT 4 1o 12 jieT, coxpaHsisi XapaKTep-
Hble (HDEHOTUTMYECKUEe TTPU3HAKU, UMEIOT HU3KUI POCT
U opTonenuueckue mpobjeMbl (KU(pOCKOIMO03, KPUBO-
1Ie10, TUTIEPIIOIBUKHOCTD B cycTaBax). B aToM Bo3pacte
OHU HAYMHAIOT CAMOCTOSITEJIEHO €CTh U TYCTYIO W KUII-
KYI0 TIUILY, W30aBISSICh OT TacTPOCTOMBI. OTIMYArOT-
¢Sl KOMMYHUMKaOeJIbHOCTBIO, IpYXeaooueM, 00yagaloT
OTpeieJICHHBIM YyBCTBOM foMopa. OITHAKO CTaHOBUTCS
OUYEBUIHOM MHTEIICKTYaIbHAS HETOCTATOYHOCTb.

IMoxpoctku ¢ cuHapoma Koctesurto nmerot Kiaccude-
CKUE YepThl Jula, KyApsBble BOJIOCHI, HOCOBOI (HUOpO-
MaTo3, TPYIHBIE MMAITUJUTOMBI, TUTIEPKePaTo3, TUITePITUT -
MEHTAINIO, HU3KUI POCT, OPTONeNNICCKIE HAPYIICHUS
(TIpMCOeMUHSIETCS «TYTOe MATOYHOE CYXOXWINE» W Jie-
dopmanust crom), yMCTBEHHYIO oTcTajocTb. HaGmoma-
eTCs 3a7eprKKa MTM PacCTPOMCTBO TIOJIOBOTO CO3PEBAHMS.
M3-3a Hapocratomero kugockonauosa, peakux BOJIOC
U cTaperoleil KoKy OOTbHBIE BHITJISIIAT CTapIlie CBOETO
Bo3pacTa. BBICOK pHCK 37T10Ka4eCTBEHHBIX HOBOOOPA30-
BaHUI (pab1oCcapKOMbl, HEMPOOJACTOMBI).

AuddepeHunanbHblit nuarHo3 cuHapoma Koctesio
B MJIAIECHYECKOM BO3pacTe IMPOBOAMTCA C Kapawmodac-
1MoKOoXHbIM cuHapoMoM (CFC), cunapomamu HyHaH,
bexButa — Bunemana, Cumricona — lana6bu, Bunbsm-
ca. OmHaKo, O YTBEPXICHUIO CITCIIUATUCTOB, (heHOTHIT
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cuHapoma KocTenno HeBO3MOXHO CITyTaTh HU C KAaKUM-
Jub0 APYrMM W3BECTHBIM TE€HHBbIM 3abosieBaHueM [3].
BeoisiBnenue myrauuu reHa HRAS mosekynsipHo-reHeTu-
YeCKMMHU METOAaMU TOATBEPXKIAeT TuarHos [4].

Jleyenue mposiBeHUl 3a00J€BaHUSI C TIEPUOA HO-
BOPOXJEHHOCTH CBSI3aHO C oOecreyeHueM aaeKBaT-
HOTO TIMTaHWs, YTO Yallle BCeTo TpeOyeT MPUMEHEHMUS
Ha30racTpaJIbHOTO 30HAA U YCTAHOBKU TacTPOCTOMBI.
Hepenko Bo3HUMKaeT HEOOXOOUMOCTh B ornepauuu yH-
normkauuu no HunbceHy u3-3a pa3BUTUSI TaCcTPO330-
dareanbHOpedIIIOKCHOM Oosie3Hu. Jlaxke Mpu AOCTUXE-
HUM HEOOXOIMMOM TI0 BO3pacTy KaJOPUMHOCTH ITMTAHUS
3alIepKKa pocTa coxpaHsiercs. JeTr ¢ KapAMoaornyecKu-
MU TIpobsieMaMu HabII0AAI0TCs U JleyaTcsl y Kapauoyora
no uMeromumcs crangaptam. CkeneTHbie nedopMaliuu
TpeOyIoT JieueOHbIX dhuKcaluii, pusnorepanuu, a MHOT-
a — XUPYPrUYECKUX BMeIIaTelabcTB. KOTHUTUBHEIC
(GyHKIIMU 3aMeTHO YJIydIIaroTCs TOJA BIUSHUEM pPaHO
HayaTbIX MHIWBHUIYaTbHBIX BOCITUTATEIBHBIX TTOBEICHYE-
ckux nporpaMm. B mnipoliecce HaGoaeHMS 32 OOJBHBIMU
B CTapIlleM BO3PacTe MOTYT BBISIBJISIThCS CITy9an TUITOTIIH -
Kemuu. Takue geT! HyKIAI0TCs B HAOMIOICHNY SHIOKPHU-
HoJjiora. B UHTepHeTe cylliecTBYeT CaiT 1Jis KOHTaKTa ce-
Meii, rie BOCIIMTHIBAIOTCS IeTU ¢ cuHapomoM Kocreso.

ITpuBoaMM COOCTBEHHBIN Cilydyail KIMHUYECKON Ou-
arHOCTMKM U HaOJIofieHUs1 32 peOEHKOM C CUHIPOMOM
Koctenno.

Jlesouka P., mocTynuja B COMaTUYECKOE OTAEJEHUE
JeTcKoi obacTHoi 6oabHuULIBI I. OpJia B Bo3pacrte 1 mec
B CBSI3M C MOTepeil Macchl Tena, 3aepXKKoil cTyna, oec-
ITOKOWCTBOM peOeHKa, 3aTPYIHEHUSIMU TTPU KOPMJICHU.

AHaMHe3 XW3HU U 3aboseBaHust: matepu 30 JieT, cuu-
TaeT cebss U oTia pedeHka 3n0poBbiMU. HacnenctseH-
HOCTb OTSITOLIEHA CaxapHbIM IuUabeToM y 0adyIIKKU MO
quHUY Matepu. bepemeHHocTb 1-5, XenaHHas. B cpoku
13—14 Hex rectauuu y TJ10/1a MPU YJIBTPa3BYKOBOM MC-
cJieIoBaHU U ObLIO BBISIBJIEHO Ha 1lIee aH3XOTeHHOe 00pa-
30BaHue pa3zMepoM 7,3x5,5 MM, He CBSI3aHHOE C MO3BO-
HOYHUKOM M KOCTHBIM YeperoM (KWCTa Ien?, He3pemast
tepatoMa?). Kpome TOro, omnpeaensyioch paciiMpeHue
TOJIIIUHBI BOPOTHUKOBOTO TIPOCTPAHCTBA A0 2,7 MM.
ITpu uccnenoBanuu B 14—15 Hex rectalluv aH3XOTEHHOE
obpazoBaHue 1ien pazmepom 5,2x5,0 MM ObUIO orpene-
JIEHO M cripaBa. [Tociie TOBTOPHBIX UCCIIeNOBaHUI ¢ yda-
cTHeM reHeTuka B . OpJie XeHUIMHa Oblla HampaBjieHa
B HUMW akyumiepcrsa u runekosnoruu (MockBa) ¢ nuar-
HO30M: MOJI03PEHNE Ha KMCTO3HYIO TUTPOMY 1IeU TU10/a.
IIpoBeneHHOe B CpoK 16 Hem recramuu 0OCIeIOBaHUE
Ha CBIBOPOTOYHBIE MapKephbl ITPeHATATbHOM MaTOJOTHHI
IJ10/1a MOKAa3aJl0 CHUXKEHUE YPOBHS a-(eTonpoTerHa 10
0,43 Mom. bepeMeHHOCTb pellIeHO MPOJOHTUPOBATb.

B cpok 19 Hen rectanium GBUTO BBICKA3aHO MPEIITONO0-
XeHUE O HAJIMIMM KaOEpPHBIX CHHYCOB IUTONIA, KOTOPBIE
3aTeM He BU3YaJIM3UPOBAIUCH. [1pu yIbTpa3ByKOBOM UC-
cliefoBaHUY B 23—24 Hesl recTalliu BbISIBJIEHO MHOTOBO-
Jlie, CBUACTEILCTBOBABIIEE O CHUXEHHOM [JIOTaTeIbHOMN
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aktuBHOCTH tuiofa. C 24 Henm GepeMeHHOCTb IpoTeKaia
C TIpU3HAaKaMW MAaTOYHO-TUTAIIEHTAapHOW HeIoCTaTod-
HOCTH, TUIEPILIa3uH TIIaleHThl; B cpoku 29, 31, 37 Hen
OepeMEHHOCTH XEHIITMHA JICUYMITach B CTAlIMOHAPE TI0 TI0-
BOIy ITUeTIOHepUTa.

Ponri nepsbie B cpok 38—39 Hen 6epemeHHocTH. [1po-
nosekutenbHocTb I nepuona — 9 u; Il nepuoga — 20 muH,
0e3BOmHBIN TTpoMexkyToK — 4 4 50 muH. OTMmeydasioch
MHOTOBOJIME, OKOJIOTUTOMHBIC BOMIBI 3eJICHBIC, 3aHUC —
Oypo-3eiieHbIe. B cBsA3M ¢ aciupanmeil OKOJOTIOTHBIMU
BOIaMU TIPOBONMIIACH CAaHAIIUST BEPXHMX IBIXaTEIBHBIX
IyTeil, MCKYCCTBCHHAST BEHTWISIIIUSA JICTKMX B TEUCHUE
13 muH. OueHka no mkasie Arnrap 7/8 6ajij1oB, macca Teja
npu poxaenun 2980 r, puHa 49 cM, OKPYXHOCTb ToJio-
BblI 34 cM. B poauibHOM oMe ObUIM OTMEUEHBI TPU3HAKU
cuaapoma yrHeTeHuss LITHC 1 MHOXeCTBEHHBIE CTUTMBI
MM33MOpHOTeHe3a, TIPOBOAMIACh MH(MPY3NOHHAS U TIaTO-
TeHeTUJecKas Teparms.

Ha 5-e cytku xu3Hu neBouka Obljia nepesegeHa B OT-
NIeJICHWEe TIaTOJIOTUM HOBOPOXKIECHHBIX NETCKOM 00acT-
HoOIi 6osnbHULIBI T. OpJia, rae B TeUeHUe 2 Hel Jieuniach
C IMaTHO30M: TepUHATAIbHOES THIIOKCUIEeCKOe Topaxke-
HMe TOJIOBHOTO MO3ra, 1epedpanbHas umremus 11 crerre-
HW, CUHIPOM YTHETCHMS; 3aliepXKa BHYTPUYTPOOHOTO
Pa3BUTHS IO TUMTOTPOGUIECCKOMY THITY; MHOXECTBEH-
HBIE CTUTMBI TU33MOpHOreHe3a. Y pebeHKa OTMEYaInCh
BBIpaKeHHAsT TUIIePCKIAMIaTOCTh KOXY JIUIA, IIIeH; TITy-
OoKasl CKJIamJaToCTh M ITOIepevyHass MCUYepUYCHHOCTh Ha
CTOITax; TUIIEPTEIOPU3M TJIA3HBIX IIEJIeid; OOIBIION POT;
IMpoKask TIepeHOCHIIa; TUCMOP(MU3M YIITHBIX PAaKOBWH;
TeMaHTOMBI BOJIOCHICTOM YaCTH TOJIOBBI U 3aTHEH ITOBEP-
XHOCTH 1IeU; KOpOTKasl 1est (CM. pUCYHOK). bbljia KoH-
CYJIBTpOBaHAa TEeHETUKOM, 3armono3peH cuHapoM [llepe-
meBcKoro—ITepHepa. [IpoBeneHHOEe KapuOTUITUPOBAHUE
BBISIBUJIO HOpMaJTbHBIN KapuoTui 46, XX. JlonmoJTHUTETb-
HOE YJIBTPa3BYKOBOE 00CIIeIOBaHIE YCTAHOBIJIO TTPU3HA-
KU TUMOKCUYECKU-UIIEMUISCKOTO TTOPaXKEHMSI TOJOB-
HOTO MoO3ra (GOKOBBIE XEIYIOYKH 2,6 MM B IUaMETpE);
MTMEJI03KTA3UIO clieBa 6,3 MM.

[Monyunna neyeHue: BCKapMIIMBaHUe cMechio «HaH»,
BuTaMuH B, AT® BHYTPMMBIIIEYHO, KABUHTOH, 3CHY-
MU3aH, ouuIyMOaKTepuH MepopaibHO, Maccax. Pebde-
HOK COCaJI BSIJIO, HO HE CPBITUBAI, CTYJI OBUT PETYIISIPHBIM.
C Maccoti tesia 2920 r 6bL1a BeINMcaHa noj aMmoyaaTopHoe
HaOJIIOICHUE YIaCTKOBOTO ITeIMaTpa M HEBPOIIATOJIOTA.

Joma MaThb CTOJKHYJACh C TSDKEIBIMH TIpobGieMa-
MU TIpM BCKapMJIMBaHWUW peOEHKa: IMOCiIe HECKOJIBKUX
cocaTeNIbHBIX IBIDKCHUI JAeBOYKA HAYMHaJIa Pe3Ko Oec-
ITOKOUTBLCS, OTBOpPAYMBAIacCh OT COCKW, ITPOTUBWIACH
BO30OHOBJICHUIO KOopMiIeHUS. Yepe3 HEKOTOpoe Bpemst
3achlliajia HeHAJoJIro, 3aTeM IpOCHITajach, BHOBb Ha-
YUHaJA XaTHO COCaTh M TaK XXe pe3Ko MpeKpariaia Kop-
MieHue. [locTenmeHHO WcUYe3 CaMOCTOSITETbHBIA CTYIL.
B Bo3pacTte 1 Mec Ha IpueMe y TiequaTpa B ITOJTUKIMHUKE
macca Tena coctapuia 2700 . C nnarHo3oM rurnorpoduu
I1I creneHu peGeHOK OBbLIT HaMpaBJieH B JIETCKYIO 00J1acT-

Pucynox. Hosopoxnennsiii ¢ curpomom Kocresuno.

HYIO OOJIBHULLY.

CocrostHUEe TIpH TIOCTYIUICHUW — TSDKEIOoe 3a CUeT
BBIpakeHHOU TuroTpoduu. [Ipu ocMoTpe HeraTMBHa,
KPUK TPOMKHUH, TPOH3WTEIBHBINA. YCIIOKaMBaeTCs CO-
CKOM-TTYCTHINIKOM, coceT 3HeprudyHo. M3 OyThUTOUKH
CMecCh M BOIy HauMHAeT cocaTh aKTMBHO, HO He Ooiee
10 mu1, 3aTeM MOSIBISETCSl pe3Koe OeCIOKONMCTBO, Iiay,
VKJIOHSIETCST OT COCKU. CPBITUBaHUI M PBOTHI HE OTMEYa-
Jochk. 1o mepe HabGMoneHUs 32 peOEHKOM 3aKpernuaoch
BIICYATIICHUE O HAJTMIMY TUC(haTr.

[leBouka wuMena CcBoeoOpa3Hble (hEHOTUITUYECKUE
TPU3HAKY: TACTIPOIIOPIIMOHATBHA 33 CYET OTHOCUTEIBHO
KPYIHBIX pa3MepoB TOJIOBBI (OKPYKHOCTb 36,5 cM), Tesio
M KOHeYyHOCTH Xynble. Koxka cyxoBarasi, CMyTJIOBaTO-
GyiemHast, ¢ M30BITOYHON CKIIAMIATOCTHIO Ha JIUIIE U IIIee;
ITyOOKME KOXHBIE CKITAIKY Ha JIAIOHSX 1 ITOIoIIBax. Ape-
OJTBI COCKOB, CPEITHSISI JIMHUS KUBOTA, ITYTIOYHOE KOJIBIIO,
€CTECTBEHHBIC CKJIAKW THIePITUTMEHTUPOBaHbI. MMe-
JOTCS TIYTIOYHAsI TPhIKA 1 TPhDKA CPeTHEN TMHUY KUBOTA.
[J1a3HbIe e ¢ SIMTMKAHTOM U TUTTEPTEIOPU3MOM, TIEpHO-
ITIECKN — CXOJsIIeecs Kocornasue. OTMedeHa IupoKast
MepeHOCHIIa, BHICOKOE «TOTHUECKOEe» HeOO, KarmuIsIpHast
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reMaHTOMa ITPeIIBepUsT HOCa, HOCOTYOHOTO TPEYTOTbHMU-
Ka. YIIHbIe paKOBUHBI TIPUIYITUBO U3BUTHI, PACIIOIOXKe-
Hbl HU3KO. BoJbilIoi pOAHUYOK 2X2 CM, HECKOJIBKO 3ama-
naet. JIpIxaHue Iy3pibHOe, OIBIIIKA HeT. TOHBI cepara
rPOMKME, IIYMbl OTCYTCTBYIOT, MyJibc 140 B Munyty. 2Ku-
BOT MSTKUH, TICYCHb U CeJIe3eHKA TaIbITUPYIOTCS Y Kpast
pebepHoit ayru. CTys mociie KIM3Mbl KalllulieoOpa3HbIii,
cKkymaHbIN. [TomoBBIe OpraHbl cCoOPMUPOBAHBI IO KEHCKO-
My THITy. B HeBpojormieckoM craryce: 1mo3a Tojydiek-
CUU, CTIOHTaHHAsI JABWTATeJIbHAs aKTMBHOCTh YMEPEeHHas,
TPEeMOp KUCTEH, MBIIIICYHAsT TUCTOHUS B KOHEYHOCTSIX.

B o61miemM 1 GMOXMMHUUYECKOM aHajau3axX KpPOBU IMaTO-
JIOTUIECKUX M3MEHEHMI He oTMedasoch. [lo JaHHBIM
YIBTPa3BYKOBOTO MCCIIEIOBaHMS TICUeHbB, Ceie3eHKa, JKe-
JIYIOK, HAIITOYCYHUKY He M3MEHEHBI; TTUETIOIKTA3HS Clie-
Ba 7,8 MMm. HelipocoHorpadusi: 60KOBbIe XKeJTya0UKH MO
3,5 MM, MeXTIoNyIIapHast Ieib 2 MM, TTAaTOJOTHYSCKIX
M3MEHEHUI TOJIOBHOTO MO3Ta He BBIsIBJICHO. OKYJIMCTOM
TTaTOJIOTMM He YyCTaHOBJIeHO. JIop-BpauoM oTMeUueHa aHa-
TOMHUYECKHN KOPOTKas IIesl, y3Kask HOCOTJIOTKA, BHICOKOE
cTostHUe HaaropTaHHuKa. [Ipn sxokapauorpacdum aHa-
TOMUYECKUX He(eKTOB He BbIsABICHO. [locie KOHCYThb-
TallMd XAPypra ¢ IeJIbI0 YTOYHeHUS TTPUIMH nucharuu
Y MCKJTIOYEHMSI BPOXKIECHHBIX TIOPOKOB KETYTOUYHO-KU-
IIIEYHOTO TPaKTa MpoBeaeHa 330(haroracTpoIyoaeHOCKO-
IHsI, KOTOpasi OPraHWYECKOW TaTOJIOTUM HE BBISIBUIIA.
KoHTpacTHasi peHTTeHOCKOITHSI TTUIIICBOA, XETyIKa, K1~
IIEYHWKA: KapTUHA KaparocIia3Ma, MIIopocIia3Ma; dBa-
Kyalust M3 XeJTyKa 3aMmeuieHa. [1poBonuiock JedeHue:
BCKapMJIMBaHUE cMechio AJipape yepe3 3 4 ¢ MOMOIIIbIO
Ha30racTpPaJIbHOTO 30HMAa, CIYMU3aH, MOTWJINYM, 3JIb-

JINTEPATYPA

1. Gripp KW., Lin A.E., Stabley D.L. et al. HRAS mutation
analysis in Costello syndrome: genotype and phenotype
correlation // Am. J. Med. Genet. 2006. Vol. 140A. P. 1—7.

2. Koznosea C.U., Memuxosa H.C., Cemarnosa E., baunnukosa
O.E. HacnencTBeHHBIE CUHAPOMBI M MEIUKO-TEHETUYECKOE
KoHcyasTupoBanue. M.: ITpakTuka, 1996. C. 122—123.

3. Gripp KW., Lin A.E., Nicholson L. et al. Further delineation
of the phenotype resulting from BRAForMEKI germline

HACJIE4ACTBEHHbBIE BOJIESHU

Kap, KpeoH, ouguaymM0aKkTepyH.

PebeHOK MOBTOPHO KOHCYJBTUPOBAH T€HETUKOM, Ha
OCHOBaHUU KJIMHUYECKMX JaHHBIX BbICKA3aHO MpPEIo-
JloxeHue o Hanuuuu cuHapoma Kocremno. PekomeHnno-
BaHa KOHCYJIbTAlMSl U BO3MOXHOE oOcienoBaHue B Me-
IMKO-TeHeThYeckoM HaydHoM 1eHTpe PAMH. JleBouka
ObLja BhIMUCAHA C YIYYLIEHUEM COCTOSIHUS MOJ, Ha0JI10-
JIeHUe y4acTKOBOI'O Meirarpa, HeBponaToJiora, reHeTUKa
C PEKOMEHIALUSIMU KOPMJIEHUS Yepe3 30HI CMECSIMU Ha
OCHOBE TMIpOJM3aTOB Oeyika, MPOBEAECHUSI SHEPTrOTPOTI-
Hoii Tepanuu. JlaibHeliliee TMHAMUYECKOE Ha0II0IeHH e
32 peOEHKOM IO3BOJISIET YTBEPAUTHCS B MPEATOIO0KU-
TEJbHOM JMarHo3e, MOCKOJbKY UMEIOTCSI OCHOBHbIE -
arHOCTUYEeCKHe MPU3HAKU 3a00J1eBaHUS:

— nucdarus;

— 3aJiep>KKa TEMIOB (PU3UYECKOTO Pa3BUTHS;

— r1y0oKas 3aJIep>KKa ICUXOMOTOPHOTO Pa3BUTHS;

— TMNEePCKIAnYaToOCTb KOXHU J10a;

— IIy0OKMEe KOXHbIE CKJIA[IK/ Ha JIAJOHSIX U CTOIax;

— TUTEePIUTMEHTAIMS] TTYTIOYHOTO KOJIbIIA;

— reMaHTroMa MpeaaBepust HOCa;

— XapaKTepHbIe YEPThl Jula (TUMIEPTETOPU3M [JI1a3-
HBIX 1LEeJeH, ToJICThIe, pejbedHbIe TYObl, OOJbILION POT,
SI3bIK, IIIMPOKAs IEPEHOCU1IA);

— (opmupyoimiics ruapoiiedarbHbI CUHIPOM.

Coo0111eHniT 0 HAOIIOJEHUSX TTallMEHTOB C CUHIAPO-
MoM KocTenno B oTeuecTBEHHO! JIuTepaType HaM HalTu
He ynanock. [IpuBeneHHBIN cydail KIMHUYECKOM auar-
HOCTUKHU PEIKOTO FeHETUYECKOTO 3a001eBaHUSI SIBJISIETCS
YHUKQJIBHBIM W TPEICTaBISIET HayYHO-TIPAaKTUYECKUA
WHTepec ISl Bpauell pa3HbIX CIIeUaIbHOCTEM.
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