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JHuasHocmuka pedko ecmpeyvarouuxcs y 0emet HacredcmeeHHbIx 3abonesaHull, 06yCcri08MeHHbIX MymauusiMu 8 CmpyKmypHbIX 2eHax, 00
Hacmosiweao spemeHuU npedcmasnsemcsi 00CMamoYHO CI0XKHOU U OCHO8aHa Ha XxapaKkmepHbIX KIUHUYECKUX U (heHOMUMNUYECKUX Mpu3HaKax.
B cmamebe npedcmaerneH KnuHu4Yeckul criydyal duazHocmuku pedkoz2o HacredcmeeHHO20 3abonegaHusi y HOBOPOXOEeHHO20 pebeHKa — CUH-

dpoma Kocmenino.
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The case of rare diseases at the newborn child

Diagnosis of rare genetic disorders in children, caused by mutations in the structural genes, up to date is rather complex and based on
characteristic clinical and phenotypic characteristics. The article presents a case of diagnosis of a rare hereditary disease of the newborn child

— Costello syndrome.
Keywords: newborn, hereditary disease, syndrome Costello.

B nocnegHee pecATMneTMe B MNpakTMKYy Bpaya akTUBHO
BHEAPSIOTCA  BbICOKOTEXHOSIOTMYECKME MeToAbl  ANarHOCTUKY,
ofHako 60nbLUMHCTBO HacneacTBeHHbIX CUHAPOMOB
ANarHoCTMPYHOTCS NPEUMYLLLECTBEHHO Ha OCHOBaHMMN XapakTepHON
KNuHWYeckon kaptuHbl. OgHUM 13 Takmx 3abonesaHui SBnseTcs
cuHapom Koctenno. 3To pepgkoe reHetudeckoe 3aboneBaHuve
BrnepBble onucaHo B 1977 r. goktopoM [ xekom KocTtenno ns Hoeon
3enangun. Betpevaemoctb ero 1 Ha 24 munnuoHa yvenosek. B
HacTosilee Bpemsi 3apeructpupoBaHo okono 300 nauneHToB C
AaHHbIM CYHAPOMOM. Bo3HukHOBeHWe 3aboneBaHusi CBA3bIBAOT
¢ myTaumen reHa HRAS Ha kopoTkom nnede 15 xpomocombl
(11p15.5), nokanusauusa kotoporo B 12 wunu 13 kogoHax.
[aHHbI reH KoaupyeT cuHTe3 cBepxakTuBHoro Genka HRAS,
KOTOpbI BbI3bIBAET HEMPEPLIBHOE CBEPXaKTMBHOE KIETOYHOE
AeneHune 1 pocT krnetok. 3aboneBaHve HacnenyeTcst ayTOCOMHO-
AOMWHaHTHbIM nyTem. 3HauuTenbHas gonsi npobaHaoB umMeloT
CMOHTaHHblEe MyTauuW, BCTPeYalTCs cropaguyeckue cryyau
3aboneBaHns. MyX4MHbI U KEHLMHbI CTpPagalT B paBHON
crenenn [1, 6, 8, 10]. MaumeHTbl ¢ cuHgpomom Koctenno, kak
npaswuno, 6ecnnogHsoi.

[MockonbKy npu3Haku detanbHoro heHoTMna HecneunuyHsl,
a CMHAPOM BCTpeyaeTcsi pefiko, BONpoc O NpeHaTanbHOM AnarHose
He BO3HMKaeT. OfgHaKko MpuW ynbTPa3BYKOBOM MWCCIeOOBaHUM B
90% cnyyaeB BbISBNSAETCS MHOroBoAMe, y Nnofaa MOXHO YBUAETb

Opaxuuedanuio 1 yKopodeHue nrneyeBon n GeapeHHOn KocTewn
[11].

CuHapom Koctenno anarHocTmpyeTtcs KIVHUYECKN.
dopmanbHble gnarHoctTuyeckue kputepum cuHgpoma Koctenno
noka He paspaboTaHbl, HO [faBHble YHUKamnbHble CUMNTOMbI
3aboneBaHus genaroT 60MbHbIX y3HaBaeMbIMy B t060M Bo3pacTe.

[ns neprmoga HOBOPOXAEHHOCTU XapakTepHa OTHOCUTEmNbHas
MakpoLedanus, xapakTepHoe NnuUo ¢ 6oMbLWNM PTOM, LUMPOKOMN
nepeHocuuen, 6Gonblwmm n6om, uYpeamepHas CKNag4aTocTb
koxun [7, 9, 10]. OCHOBHbIM KIMHWYECKUM CUMNTOMOM B
AaHHOM Bo3pacTe sBnsietca Aaucdarma (95% peten) npwu
COXpaHeHHOM anneTute u cocaTernbHoM pedunekce. MNpobnembl
C KOpMIieHneMm TpebytoT NpMMEHEHUs HasoracTpasnbHOro 3oHAa,
a B HEKOTOPbIX CryYasix NOCTaHOBKM ractpocTtombl. Cpeamn YacTto
BCTPeYaloLLMXCs NPU3HAKOB OTMeYaeTcs rnybokasi cknag4aTocTb
KOXW Ha NafoHsAX 1 cTonax, rmneprnurmeHTaumsi B eCTeCTBEHHbIX
cknagkax, no CpefgHer NWHUK KMBOTA, OPEOrT BOKPYr COCKOB.
MaMeHeHVs  cepOeyHO-CocyaMcTOM  CUCTEMbl  BCTpeYaroTcst
y 87% peten c cuHgpomom KocTenno u xapakTtepusytoTcs
pasnuyHbiMM opMamun npeacepaHbIX TaxvKapaui, TUMWUYHbI
rmnepTpoduyeckas kapavomuonaTtus. BpoxaeHHble  MOpoku
cepgua BcTpevatTcss B 44%. Hawnbonee uyacton chopmoi
rnopoka SIBMSIETCA  HENporpeccupylowmii  CTeHOo3  knanaHa
neroyHon aptepun. HapylieHns cepgedHon AedATenbHOCTU Yalle
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NPUCYTCTBYIOT B MMaAeHYeCcTBE UM paHHeM OeTCTBe, HO MOryT
ObITb AnarHoctTuposaHbl B Ntobom BospacTte [12]. B 50% cnyyaes
MOTYT BbISBAATLCHA pasfuyHble rpbix1, obpasoBaHue nanuiiomM
BOKpPYr pTa v Hoca. [anunnomsl, OTCYTCTBYIOLLME B MIIaJeH4YecTBe,
MOryT MOsIBUTbCA Yy AeTen mnagwero Bo3pacta; 15% O6onbHbIX
MMEIT PUCK 3MoKayecTBEHHbIX HOBOOOpasoBaHui. Y gdeten B
Bo3pacte 8-10 neT valle perucTpupytoTcs Hempobnactombl u
pabgoMMocapKkoMbl, Yy MOOPOCTKOB — MEePEeXOAHO-KMETOYHbIN
pak Mo4eBoro nysblps. [5]. [Jetn B Bo3pacte 4- 12 net mmeroT
opToneanyeckme npobnembl (KMGOCKONMo3, runeprnoaBuMXHOCTb
B CycTaBax, KpUBOLLEID, «TYroe NATOYHOE cyxoxunuey) [2, 3, 4].

Obpawator Ha cebs BHUMaAHME BblpaXKeHHast TUMNOTOHMS,
nocTHaTanbHasi  3agepxka  pocTa,  pa3gpaxuTenbHOCTb.
YMCTBEHHas OTCTanocTb MPUCYTCTBYET Yy Bcex OonbHbIX. [deTn
Cc cuHgpomom KocTenno otnmnyarTcs KOMMYHUKabenbHOCTbIO U
apyxentobrem [2]. Y noapocTkoB HabnogaeTcs 3agepxka unm
paccTpPONCTBO MOMOBOrO CO3peBaHus. WM3-3a HapacTatoLlero
KnchocKonmosa, CTaperollen KOXU U peakMx BOMnoc OorbHble
BbIMMAAST CTapLle CBOEro Bo3pacTta.

JledeHne  3aboneBaHus  HecneuuduyHo. B nepuoge
HOBOPOXAEHHOCTN CBA3aHO C obecrnevyeHMeM afeKBaTHOro
NUTaHUS,, KOTHUTUBHbIE (DYHKLUMM ynyywaTcs nog BAMSHUEM
3HEProTpoMnHOM Tepanuu W paHo HayaTbiX WHAMBUAOYambHbIX
BOCMUTATENbHbIX ~ MOBEAEHYecknx  nporpamm. [HOetm ¢
Kapguonormyeckummn npobnemamu HabnogawTca u nedarcs y
Kapguornora no MMeKLLMMCS CTaHaapTaMm.

MpuBoauM COBCTBEHHbIN Cryval KIUMHWUYECKON AMarHOCTUKM
pebeHka ¢ cuHgpomom Kocrtenno.

Oesouka C., nocTynuna B OTAENEeHWe  natonoruu
HOBOPOXAEHHbIX  [eTckon  PecnybnukaHCKoW  KIMHWYECKOM
6onbHULbI T. KazaHn 13 poannbHOro oTaeneHus B Bo3pacte 9 gHew
B CBS1311 C 3aTPYAHEHMEM KOPMITEHUS U HANIMYMEM MHOXECTBEHHbIX
CcTUrM gucambpuoreHesa aons ycTaHoBneHus anarHosa. Pogunach
OT 2-1 BepeMeHHOCTU, NpoTekaBLUen 6e3 ocnoxHeHuin. Pogutenu
pebeHka cuutatoT cebs 3goposBbiMu. Matepu 26 net, otuy 32
roga, npodeccuoHanbHbIX BpegHOCTEN He umetoT. Pogbl 2-e Ha
cpoke 40 Hepenb, 0bLel NPoaomMKUTENBHOCTBIO 4 Yaca 20 MUHYT.
B pogax oTmevanocb MHoroBoaume, OKOMoMroAHble BoAbl Obinu
ceeTnble. OueHka Mo wkane Anrap npu poxaeHumn coctasuna 8-8
6anno., macca — 3000 rpamm, AnvHa 50 cM, OKPYXHOCTb rOMoBbI
34 cm.

Mpy noctynneHun coctosHne pebeHka ObINO OLEeHeHo
TSKENbIM, NOTEPsi Macchbl B poguneHom agome coctasuna 14% wm
paBHANacb K MOMEHTY rocnutanuaaummn 2585 rpamm. C poxaeHnst
y pebeHka OTMeYeHa BbIpaXeHHas rMNepCcKNaa4aTocTb KOXU
BEPXHMX N HWKHUX KOHEYHOCTEN, runepTpuxo3 nney u begep,
CMWHbI, Sroguy, rvnepTeniopyM3M rnasHbiX Lwenen, 6onbLion
106, 6onbLWOoN poT C MOMEpPeYHON PaCLUENUHOW, NMUTMeHTauus
B E€CTEeCTBEHHbIX CKragkax Koxu, runeptpodwmsa knutopa. Co
CTOPOHbl HEpPBHO pedrIeKTOPHOW [AeATernbHOCTU BbISBNANach
Herpybas auddysHaa MbledHas  rMnoToHusi,  pedprekcol
BbI3blBANIMCb C  WCTOLEHMEM, CMOHTaHHas ABurartenbHas
aKTMBHOCTb yMepeHHas. Pa3mepbl 60MblOro pogHuyka —
3x3 cm. CocaHuve ObINo 3aTpygHEHO Wu3-3a MakpOCTOMUM.
[blxaHne nyapunbHOe, TOHbI cepAua [OoCTaTOYHOW 3BY4HOCTH,
onpegensncsa Herpybbli CUCTONUYECKUIA LLUYM MO FIEBOMY Kparo
rPyAVHbI, YactoTa CepAevHblX cokpalwieHun 6bina 136-140 B
MUHYTY. XXVBOT MSArkvin, neveHb nanbnuposanacb Ha 1 cm oT
npaBoro kpas pebGepHoON Ayrn, ceneseHka He nanbnuposanach.
Ctyn 6bIn perynsipHbiM. [eBoyka Obina MNPOKOHCYNbTMPOBaHa
3HAOKPUMHOMOIOM C onpegeneHneMm yposHew rnuvkemun, 17-OH
nporectepoHa, cooTHoweHus Na/K, ypoBHs koptusona, TTT,
TMpOKCHMHa. Bce wnccnegyemble GMOXMMUYECKME KOHCTaHTbI
ObinM B npegenax U3MOMOrMYECKN [ONYCTUMbIX 3HAYEHWUW,
9HAOKPMHHOM  naTtonorMm  He  BbiBNeHo.  [lpoBedeHHoe
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KapuoTunupoBaHue onpeaenuno HopMasnbHbIN KapUOTUIN AEBOYKM
46, XX. [ononHuTenbHoe ynbTpasBykoBoe obOcregoBaHve
YCTaHOBMUIO NPU3HAKN MMNOKCUYECKU-ULLEMUYECKOTO MOPaKEHUS
rONOBHOrO MO3ra C pacLuMpeHneM neBoro 6oKoBOro xenyaoyka Ao
4,5 MM, NepMBEHTPUKYNSPHOIO KPOBOM3NMAHUS 1 cTeneHn cnesa,
LLeneByo NUENO3KTa3no NPaBoN NOYKWU, MeYeHb, CeneseHka He
M3MeHeHbl, onpegensncsa nepernb B obnactu LWENKU XenyHoro
ny3bipa. OXO-KC ¢ ponneporpaduen onpegenuno oTKpbiToe
oBanbHOE OKHO 3,6 MM, TpuKycnuaanbHyl peryprutauyuio 2-3
CTEMEeHW C NEero4yHoW rMnepTeH3nell, CTEHO3 fleroyHon apTepum
nerkon crteneHn. Ha ocHoBaHWM NPOBEAEHHOrO MCCreaoBaHWs
Obim  yCTAHOBMEH  KMWMHWYECKMN AuarHo3:  uepebpanbHas
nwemmsa 2 ctenenun, NMBK 1 cTeneHn cneea, CMHAPOM BereTto-
BUCLiepasnbHbIX AUCHYHKUMIA. TpaHauTopHasa kapavonatusi, HKO.
CTeHo3s neroyHown aptepum nerkon creneHn, OO0, OAI B ctagum
3akpblTs. PebeHKky OblNo npoBedeHO neyeHue: KopMmIileHue
yepe3 30HA4 cMecbto «HecToxeH» kaxgble 2,5 vaca, nuTaHue
ycBavBana, CpbifMBaHUA He OTMevanocb, napeHTepanbHO
nony4ana sutamuH B6, nupaueTtam, untodnasuH, NHY3NOHHYIO
Tepanuio — pacTBOp [MOKO3bl C 3NeKTponMTaMum, npoBoaunach
potaumst Gernka amuHokucnotamu. PebeHoK KOHCynbTMpoBaH
rEHETUKOM, Ha OCHOBaHWM KIMHWYECKUX AaHHbIX XapakTepHOro
deHoTuna, 6bin 3anNogo3peH CMHAPOM Manbgopmauum, CUHAPOM
Koctenno? Hanuuve OCHOBHbIX AMAarHOCTUYECKUX MPU3HAKOB
— [aucdarvsa, rMnepcknagyatocTb KOXMW, XapakTepHble 4YepThbl
niua, nopaxeHve cepaeyHo-CoCyanCTON CUCTEMbl CO CTEHO30M
neroYyHon aptepumn, GopMUpPYOLLMIACA rnapoLedanbHbIN CUHAPOM
— MO3BONWUMNO YTBEPAWUTBCA B MPEAMNONOXUTENbHOM AMarHose.
[OeBouka Oblna BbiNnucaHa yepe3 12 OHeM C ynydlleHWeMm, B
Bo3pacTte 21 OHA Xu3HM C Maccon Tena 2925 (+340 rp.) Ha
30HOOBOM MWUTAHMM MOJIOYMHOW CMecblo, nop HabnogeHue
y4acTKOBOro neavartpa, HeBponartorora, reHeTuka, kapguornora.
Mpu AMHamuyeckom HabnogeHnM B Bo3pacTe 6 MecsueB y
pebeHKa COXpaHSAeTCs HapyLUeHWe rroTaHus MOSIOYHOW CMecCH,
©6€ecnokoncTBO MpU KOPMIEHUN cockol. Kopmutcst yepes 30HA
no 140 mn aganTMpoBaHHOW MOMOYHOW CMECblo, Macca Tena
coctaBnsetr 6630 rpamm, gnuHa 63 CM, OKPYXHOCTb FOMOBbI
42,5 cm. CoxpaHsieTcs rmpcyTvam, rMnepnurMeHTaums Ha nuiue,
rMNonnasusi NOMOBbIX OPraHoOB, M3ObITOYHAs CKIaA4YaTOCTb KOXM
Ha KOHEYHOCTSIX, CUCTONIUYECKUIA LLYM MO NIEBOMY Kpat rpyauHbl.
OTmevaeTcst 3aepkka NCMXOMOTOPHOrO pa3suTus. PebeHok He
nepeBopaynBaeTcsl, He cuaunT (puc. 1, 2).

PucyHok 1. Jlnyo pebeHka ¢ cuHgpomom Kacrtenno
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KoHTponbHOe ynbTpasBykoBoe ob6crnegoBaHue  OTMevarno
pacwvpeHue 3-ro xenygodka Ao 6,5 mMm, gunaraumio neBoro
©okoBoro xenygoyka o 11,8 MM, cHukeHne auddepeHumauyum
KOPKOBOIO M MO3roBOro Crosi 06emx Moyek, COXPaHsoLLyHCs
LeneByld MNMenoakTasui npaeov noykn. Ha OXO - KC
COXpaHSAeTCA CTEeHO3 [IeroyHOW apTepuun, TpuKycnuaanbHas
peryprutaumss 2-3 CTeneHW C JIero4HOW  rMnepTeH3nen.
ApekBaTHoe kopmrieHue pebeHka B MNEepBOM  MOMYroguu
NMO3BOMMIO COXpPaHUTb HOpMaTuBHble NpubaBku B Macce Tena,
odHaKo B MocreayloliemMm BO3MOXHO OTCTaBaHune B huanyeckom
pasBUTUM U3-3a COXpaHsoLLenca ancdarmu.

B oTeyecTBeHHOM nuTepatype UMMEETCsa Nub  OAHO
coobuleHne o nauymeHTte ¢ cuHgpomom Koctenno [13]. OaHHbIn
cryyanm KMMHUYECKON ANarHoCTUKN MOXET NPeacTaBnsATb Hay4YHO-
NpaKTUYECKUA MHTEPEC ANst HEOHaTONOroB, NEANATPOB.
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