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AXOHIOPOIIA3US: CJTYYAU MO3OHEN AMATHOCTUKU
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Lienb — npoBecTn aHann3 AMarHOCTUKKN peaKkoro opdaHHOro 3aboseBaHna — axoHgponnasnm — y pebeHka 8 ner.
Matepwman n metogabl. [peacTaBieH KIVHNYECKUI Cllyyall axOHAPOMIasny y AeBOYKU C NapLumanbHbiM aebuumnutom
ropmoHa pocrta. [lpoaHan13npoBaHbl aHaMHeCTUYEeCKMEe JaHHble, pe3ynbTaTbl 06CefoBaHWIA, KOTOpPble He NpuBenu
K CBOEBPEMEHHOW AMArHOCTUKe natosiornv. PesynbraTtbl. B npouecce aguHammnyeckoro HabnogeHvs BbIsSIBNEHO pes-
Koe reHeTMuYeckoe 3aboneBaHve C XapaKTePHbIMU TUMONIOMMYECKUMU NPOsiBIeHUsIMU Y pebeHka 8 neT. BoigeneHue
OTAENbHbIX KINMHUYECKUX NPU3HAKOB 3aflePXKKM POCTa N30/IMPOBAHHO OT APYrvX NPOABNEHUI NPUBENIO K HEJ0OLIEHKe

KNMHUYECKoMn cnTyaumn m HO3AHEIZ ANarHoCTunke.
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BBEAEHUE

AXOHApoOMNIa3us — BPOXKAEHHOe reHeTmyeckoe 3a60-
neBaHMe C ayTOCOMHO-AOMWHAHTHbIM TUMOM Hacnego-
BaHWA, XapaKTepusytoleeca CMCTEMHbIM MOpPaXXeHnem
CcKeneTa C HapyLleHneM SHXOHAPANbHOro OCTeOoreHesa,
KapnMKOBOCTbIO, MOPakeHeM AblXaTeNbHON CUCTEMbI
BCreacTeue fgepopmauum rpygHom KNeTku 1 no3BOHOY-
HUKa no Tuny Kndosa nnubo nopao3a, yKkopoUyeHem Ko-
HeyHoCTel Npu 06bIYHON ANnHe TynoBuwa, aedopmaun-
el HKHUX KoHeyHocTen [1-3]. Y naumeHToB oTMeYaeTcA
rpyboe oTcTaBaHve B pOCTe, BbIAABIAETCS COMATOTPONNHas
He[0CTaTOYHOCTb. B ocHOBe 3aboneBaHMA NEXUT MyTa-
uma reHa FGFR3, kapTupoBaHHoro B nokyce 4p16.3, Ko-
TOopas NPUBOAUT K NMOJIOMKE MeXaH/3Ma SHXOHAPaIbHON
occndukaumm [4-6]. Mpu gaHHOW NATONOM N NPOUCXOANT
3aMeHa OHOro HyKNeoTNAA, Bbi3biBaOLWAA 3aMeHY M-
LUMHaA Ha aprMHUH B nonoxeHnn 380-11 Monekynbl peuen-
Topa. MNposasneHne Habnogaetca noutn y 90 % GONbHbIX.
O6bI4YHO 3TO HOBble MyTauuK. ToyeyHasa MyTaLma — ofHa
13 Hanbosiee YacTo BO3HMKAKLMUX MyTaLMiA B FeHOME ue-
NOBeKa, NPUBOAUT K KOHCTUTYTUBHOW (He 3aBuUCALLEN OT

NMraHga) akTMBauum peLenTopa 1 HapyLweHWo Pa3BUTmA
xpauwa [5, 71.

B HacToAwee BpemA BbligeneHo 6onee 150 TMnos
XOHAPOANCNNA3NIN, COCTAaBAAWMNX 8 OCHOBHbIX rpynmn:
axoHaponnasnu, CNoHAMNo3NndU3apHbie ANCnasny,
TOYEYHble XOHAPOANCMIA3UM, CUHAPOMbI KOPOTKUX pe-
6ep, MeTaTponHble AUCNIa3nm, MetadrsapHbie XOHAPO-
avcnnasuu, bpaxvonmusa, nepudepryeckmne gU3ocTossbl
[1, 8-9]. TaxecTb NpoABAeHUN B rpynnax pasnnyHa. Bbi-
AenAnT XoOHApoAMNCNnasum, NprueoadaLwme K cMepTu (Ta-
HaTodOpHbIe), Bbi3blBatoLLME NCKPUBNEHWE KOCTEN (K-
actpoduyeckune), nopaxawwme metapumsbl (metadpursap-
Hble), noparkatoLme 3nmdursbl (3NudusapHblie) 1 gpyrue.
PacnpoctpaHeHHOCTb 6ONbLUMHCTBA XOHAPOAUCTA3NIA
HensBecTHa. Bo3amoxHO, gaHHOe 3aboneBaHune ABNAETCA
OOHVM 13 CaMbIX YaCTbIX HACNIeACTBEHHbIX 3aboneBaHuUn
coefMHMTeNbHOW TKaHWU. BcTpeuaemocTb axoHAponnasnm
cpean HOBOPOXAeHHbIX cocTaBnaeT 1:10 000 [1, 3, 10].
AxoHpponnasua ABNAeTCA CaMOW YacToM MPUYNHON He-
NpPonopuUnoHanbHOM H1U3Kopocnoctu [6, 11].
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BonblWMHCTBO geTen ¢ AaHHOW naTofnornen nNpu Ta-
xenbix Gopmax normbaioT BHYTPUYTPOOHO. YKe npu po-
XOEHVN Y TaKNX JeTe OTMeYaeTca OTCTaBaHUe B poCTe,
HabntofatoTca HebonbluMe NPUbABKN POCTa B AasibHel-
wem [1, 2, 4]. OTMeyvatoTCA CTUrMbl SMOpUOreHesa: Mo3-
roBasi YaCTb Yepena npeobnafaeT Hag NNLEBOW, BbiMy-
KNnocTb nba obycnioBneHa aHOManuen pasBuTHA xpsLue-
BOW OCHOBbI Yepena. M3-3a Bbipa)keHHOro HapyLleHusa
Pa3BUTUA KOCTEN OCHOBAHMA 4Yepena nmuo 60NbHbIX
npuobpeTaeT xapakTepHble YepTbl: Bblgatowmecs Bnepes
no6HbIe KOCTW, CeANIOBUAHDIV HOC («BbICKOBIEHHOE J10-
eukown nuuo»), nporHatua [1, 9, 12]. MakcumanbHble 13-
MEHEHNA XapaKTepU3yoT ANUHY 1 KOHOUTYypaL Mo NPokK-
CMMasibHbIX OTAENOoB KOHeyHocTen [12]. MNponcxogut no-
CTeneHHOe yKOpOUeHMe KOHEYHOCTEN, KOTOpOoe BHavane
HOCUT PU3OMENMNYECKIMIA XapaKTep: 60sblle YKOPOUeHbl
NPOKC/MasibHble CErMeHTbI (Nnevo n 6eapo), uTo CBA3aHO
¢ 6onee MHTEHCMBHBIM POCTOM MjleYEBON U GefpeHHON
KOCTell 1 6onee 3aMeTHOWM pasHULEN B Ux pocTe. Bcneg-
CTBME U3BPALYEHHOrO U 3amesIeHHOro 3nNnr3apHoOro
pocTa npu ManoHapyLlWeHHOM NMepmuocTasbHOM PoCTe
BCe TpybuaTble KOCTM YTOMLEHbI, N30FHYTbI, OYrpuUCTbI.
Y peten C axoHAponnasnen oTMeyarTcA BapycHas
1 BanbrycHasi gedbopmaLmu, KOTopble NporpeccupyoT
Npu paHHel HarpysKke Ha HUXXHKEe KoHeyHocTu. Bnocneg-
CTBUM pa3BMBAOTCA BTOPUYHbIE fledopMalm B BUAE
pPa3bonTaHHOCTM CBA3OK KOJIEHHOrO CYCTaBa, M/I0CKO-
BanbrycHowm fepopmMaLimm CTomnbl, LUMPOKUX, KOPOTKIMX KK-
ctmu ctonsl [1, 2,8, 10].

Y)e Ha nepBbiX MecAuax *XU3HU MOXHO 3aMeTUTb
y 60MbHbIX B 0611aCTV KOHEUYHOCTEN KOXHble CKNnagKu
M >KNPOBble NOAYLWKK. XapaKTepHbl LWNPOKUE NajloHM,
II-V nanbubl KOPOTKME, NPAKTUYECKU OAVNHAKOBOW AJN-
Hbl, | Naney AnvHHee ocTanbHbIX (NafoHb nMeeT dopmy
Tpe3ybua) [6]. JeTun, 6onbHble axoHAPOMIa3neil, oTcTaloT
B $U3MUYECKOM Pa3BUTKM, MO3GHO HAUMHAKOT fiepXaTb ro-
noey (nocne 3-4 mec.), cugeTb (nocne 8-9 mec.), a xognTb
HaunHaloT K 1,5-2 rogam. Yxe Ha NepBOM oAy »KMU3HU
Yy MHOTMX 60/IbHbIX NOABNAETCA KUPO3 B MOACHUYHOM OT-
[lene No3BOHOYHKKaA. [1o Mepe pocTa pebeHKa yKopoue-
HWe KOHeYHOCTel cTaHOBUTCA 6osee 3ameTHbIM [6, 10].

Ona peten, cTpagalowmx axoHgponnasnen, Xxapak-
TepHbI HapyLleHWA AbIXaHUA 13-3a 0COOeHHOCTeN CTpo-
eHunA nuua, 6oNbWNX MUHAANNH, HEO6ONbLION FPYAHON
KNeTKu, UTo 06YC/IOBNIMBAET XPOHU3ALMIO U BANIOTEKYLLIA
BOCMaNMTENbHbIA MPOLLECC OPraHOB AblXaHUA C pa3Bu-
Tnem AbixaTenbHOM HegocTaTtouHocTu [1, 5]. MayneHTbl
C axoHApOM1asnen NMeT CKITIOHHOCTb K Pa3BUTUIO OXKU-
peHus, 0cObeHHO B CTapluem Bo3pacTe. VIHTenneKkTyanb-
Hoe pa3BuUTUE JeTel NpaKTuYeckn He cTpagaeT. Bapoc-
nble € axoHAponnasnen gocturaoT pocta 131 £ 5,6 cm
(My>UnHbI) 1 124 £ 5,9 cM (KeHLWUHbI), NPOAOIIXKNTENb-
HOCTb XW3HW NPW 3TOM OCTAETCA HOPManbHOW uUnn 6nms-
KOW K HopManbHo [2, 9]. O6bIYHO MOCTAaHOBKA AMarHo3a
He BbI3blBaeT 3aTPyAHEHUI N3-3a BblpaXKeHHbIX OTKMO-
HEHWIA BO BHELLIHOCTU, XapaKTepHbIX AnA 3aboneBaHus,
a TakXKe 3amepsieHuns pocTa.

[ononHutenbHble MeToabl UCCNefoBaHMA NO3BONA-
0T YTOUYHUTL XapakTep natonoruu. Mpu peHtreHorpadpun
yepena y GOMbHbIX BbIABAAETCA AUCNPONOPUNS MEXIY
NNLEBON 1 MO3rOBOW YacCTbio. 3aTbIIOYHOE OTBEPCTME
YMEHDBLUEHO B pa3mepe, HMXKHAA YetoCTb U KOCTU CBO-
[a yepena yBenuyensl [4, 7, 13]. Typeukoe cegno numeet
XapaKTepHyto balmakoobpasHyo popmy 1 niockoe ya-
NINHEHHOE OCHOBaHue. PeHTreHorpadua rpyaHon Knet-
KU1 y JaHHbIX MaLVeHTOB OObIYHO 6e3 N3MEHEHWI, UMeeT

MecTo yTosieHune pebep n nx gebdopmauus B obnactu
nepexofa B XpsALieBble Ayru, rpyaHas KneTka HeCKONbKo
M30rHyTa 1 BblJaeTcA Brepes, Ha CHUMKax MO3BOHOYHM-
Ka dursmonornyeckre n3rnbol BbipaxKkeHbl cnabee, yem
y 3g0poBoro [4, 7]. Mpu peHTreHorpadumn TpybyaTbix KO-
CTel y NauMeHTOB C axoHApOoMasnein BbiABAAETCA YKO-
poueHre 1 UCTOHYeHUe Anadu3os, yTonuieHre n 6okano-
BMAHOE paclpeHne metapusos. INUPU3bl MOrpyKeHbl
B MeTadu3bl MO TUMY LAPHVPOB.

OCHOBHbIM METOLOM MOATBEPXAEHUA AMarHosa
«axoHAponnasna» ABNAETCA onpefeneHne npu reHeTnye-
ckom obcnegoBaHum MmyTaumu reHa FGFR3, kapTupoBaH-
Horo B niokyce 4p16.3 [3, 6, 12-13]. MPT-uccnepoBaHue
roJIOBHOrO MO3ra y Takux AieTel YacTo JaeT KapTuHY ru-
nepnnasuny runodursa, YTo AMArHOCTUPYETCA Kak afeHo-
Ma runodusa. HecMoTpA Ha HakomMeHHble K HacTosALLeMy
BpeMeH 3HaHMA O AaHHOW NaTONOMMM N 0COBEHHOCTAX
Tepanuy NauveHToB C axOHAPOoMNIasneln, NoCTaHOBKa Au-
arHo3a BbI3blBaeT HEeKOTOpble TPYAHOCTM 13-3a duKcauum
Ha 6onee yacTo BCTpeyaembix GoOpMax HM3KOPOCSOCTH,
YTO OCTAETCA aKTyaslbHOWN NPOONEMON NPeNMyLLIeCTBEH-
HO Ha ypoBHe HabnogeHnA pebeHka B ambynaTopHOM
3BeHe.

Lenb - npeactaBuTb aHanu3 AMarHOCTUYECKOro no-
MCKa cnyyasa axoHAponnasnm ¢ napumnanbHbiM geduum-
TOM FOPMOHa pocTa AN1A CBOEBPEMEHHOWN OLEHKM COBO-
KYMHOCTU KIUHNYECKMX NPOABAEHN Y METOAOB reHeTu-
YecKoro nccneoBaHus.

MATEPUAJ1 U METOAbI

MpoBeneH aHann3 KNVHNYECKOro Cilyvyasa axoHApo-
nnasnu y AeBoYKM B BO3pacTe 8 neT C reHeTuYecKkmn He-
noateepxaeHHon myTtauuen reHa FGFR3, kaptnpoBan-
Horo B Nlokyce 4p16.3. HabnogeHne nposBognnoch B Te-
YyeHue BCEro nepuoga XmnsHum pebeHka B MeAULMHCKINX
opraHmsaumax XaHTbl-MaHCMINCKOro aBTOHOMHOIO OKpY-
ra — lOrpbl. 3yueHbl npeacTtaBneHHble MeguLMHCKUeE
OOKYMEHTbI: UCTopumA pa3BuTna pebeHka, popma 112y,
BbIMVICKM 13 MeANLIMHCKON KapTbl CTaLMOHapHOro 60osb-
Horo, dopma 003y. Y pogutenein pebeHKa nonyyeHo pas-
peLueHvie Ha NyonnKaLmnio aHOHUMHBbIX AaHHbIX.

PE3YJIbTATbI U UX OBCYKAEHUE

KnuHunueckuin cnyvain. PebeHok A., feBouka, 2012
roga poxgeHus, Bo3pact — 8 net. Ha npoTaxeHnn Bcero
nepuoga pocTta 1 pa3BUTUA POAUTENN NPEAbABNANN Xa-
no6bl Ha HU3KKWe TeMIbl POocTa pebeHkKa.

AHamHe3 u3Hu u 3a6osesaHus. Peb6eHOK OT 2-1
6epeMeHHOCTH, NpoTeKaBLLel Ha GoHe yrpo3bl NpepblBa-
HWA, XPOHNYECKOM NiaLeHTapHOW HeJOCTaTOYHOCTH, Ma-
nosoaus, runotTpodury, Ta30BOro NpegnexaHua nioga.
Mo wkane Anrap 7 n 8 6annos. Macca npu poxaeHun —
2 050 r, pnviHa Tena — 46 cm. HacneactBeHHOCTb oTAroule-
Ha:y Tpoux Aagen no nNuHum matepu poct — 120-130 cm.
PebeHOK OT 6IN3KOPOACTBEHHOIO Gpaka: MaTb 1 oTel, —
LBOKOPOAHbIe 6paT 1 cecTpa.

Mo cnoBam mMambl, y pebeHKa oTMeyvaeTcs 3afepx-
Ka dr3MYeckoro pasBuTUA C NepPBbIX MeCALEeB XU3HMU.
B 6 mecsAueB pebeHOK BrnepBble NepeHec BHEOOIbHNY-
HYI0 BYCTOPOHHIOK OYaroBY MHEBMOHMIO C TAXKeNbIM
TeyeHmem [I1H 1-11 cTeneHn, nocne KOTOPON JO HacTosALe-
ro BpeMeHU COXPaHAETCA BNaXHbI Kalwesnb C TPYAHOOT-
Aensaemon MOKpPOTON.

MNoka3satenn ¢omMsnyeckoro pasBuUTUA: Macca Tena
B 1rog-7600r (+5 550 r/ropg), SDS UIMT - 0,5, pnuHa
Tena-67,5 cm (+21,5 cm/roa), SDS pocta - 2,82 (Tabn. 1).
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Tabnuua 1

OuHamuKa pusmnueckoro pasBuTus pebeHka

Harta Poct, cm SDS pocra Macca Tena, Kr UMT, kr/m? SDS UMT

2013 rog

29.01.2013 51 -2,73 3,1 11,5 <-3

18.04.2013 57,5 -2,75 5.2 15,3 -09

06.06.2013 64 -0,81 6,3 14,6 -1,6

03.09.2013 64,5 -2,51 7,1 17,09 +0,2

13.12.2013 67,5 -2,82 7,6 15,5 -0,5
2017 rop,

20.02.2017 85,5 -4,25 11 15,05 -0,14

27.07.2017 87 -5,22 11,5 15,19 -0,04
2018 ropg,

07.02.2018 89 -4,41 11,4 14,39 -0,61

15.03.2018 91 -4,08 12 14,49 -0,53
2019 rop,

09.08.2019 93 -4,85 12,7 14,68 -0,43

12.08.2019 95 -4,48 12 13,30 -1,48
2020 rop,

06.05.2020 96 -4,85 12,2 13,24 -1,6

02.11.2020 97 -5,04 15,4 16,37 +0,38

[aHHble ¢um3nyeckoro passutma 3a 2014-2016 rr.
B aMOyfiaToOpHON KapTe OTCYyTCTBYIOT. [pun opopmneHun
B [lETCKOE AOLWKOJIbHOE yupexkaeHue (2017 r.) Bnepsble
06paTnv BHUMaHUe Ha fedunumnT Beca 1 pocta pebeHKa,
HauaTo obcnepoBaHue. Ha gaHHOM 3Tane 3agep»kka po-
cTa (SDS pocTa) coctaBnaAna y nayneHtkn 4,25 curmarnb-
HbIX OTK/IOHEeHU (Tabn. 1).

B 2017 r. pebeHOK BnepBble Obl1 HaNpaBieH Ha KOH-
CynbTauuio K SHZoKpurHosory. MNpu obcnefoBaHny BbisiB-
neH gedunumnt comatomeaunHa C (28,4 Hr/mn), peduumnt CTI
(1,37 Hr/mn), oTcTaBaHWe KocTHOro Bo3pacta (KB) ot na-
cnopTHoro (KB = 2 roga, nacnoptHbin = 5 neT). MayneHT
HanpasJieH B NpodubHOe oTAeNneHme Ana KOMMIeKCHOro
obcnefoBaHuMA C Lenbio NOATBEPXKAeHMA AeduLmTa rop-
MOHa pocTa. ObcnefgoBaHue B SHAOKPUHOIOFMYECKOM
OoTAeNeHn BbIABWUIO NapLumanbHblil geduymTt ropMoHa
pocTa: npoba ¢ KNopenMHOM — MaKCUMasbHbI BbIOPOC
CTT - 7,1 Hr/mn; npoba ¢ neBogonoi — 6,09 Hr/mn (Tabn. 3)
C yyeTOM NONYYEHHbIX AaHHbIX BbICTaBneH gnarHos: [m-
nodu3sapHbI HaHN3M. PekomeHgoBaHo nposeaeHne MPT
roJIOBHOIO MO3ra C MoCneayLWNM NPUHATAEM peLleHuA
O Ha3HaYeHUN 3amecTUTeNIbHONM Tepannun ropMOHOM PO-
cta. MPT ronosHoro mo3sra BbisiBuna MPT-KapTuHy nsme-
HEeHWI CTPYKTYpbl rmnodusa, YTo COOTBETCTBOBAO MU-

KpoaneHome. Tepanusa ropMoHOM pocTa 6blfla OTNOXKeHa
C YYETOM OLEHKU M3MeHeHUN rnnodunsa B ANHAMUKE.
PekomeHaoBaHa Hecneynduueckas poCTCTUMYNNPYIO-
wana Tepanusa. B neprnog 2017-2020 rr. 3a KOHCynbTaumaA-
MU He obpallanmco.

B mae 2020 r. pebeHOK KOHCYNbTMPOBAH AETCKUM
SHAoKpuHonorom. C yuetom npoluealiero 2,5-netHero
nepuopa nocsne nocsiegHero oo6ciefoBaHMA NOBTOPHO
npoBeAeHa OLeHKa MapKepoB aeduunTa pocTa: NOP-1
— 26,5 Hr/mn (69,0-219,0 Hr/mn), CTT - 1,1 ri/mn (0,16-5,4
Hr/Mn), KopTuson — 24,52 mkr/gn (676 Hmonb/n) (4,7-23,2
MKr/gn) (Tabn. 2). Mo pesynbTatam peHTreHONIOrMYeckoro
06cnenoBaHMA KUCTEl PYK BblABEHbI MPU3HAKM aXxoH-
aponnasuu. NoeTopHoe nccnegosaHne MPT ronoBHoro
MO3ra: JaHHbIX O MUKpOageHoMe runodpusa He obHapy-
XeHo. KoHcynbTauma reHeTuKa: no pesynbtatam ¢par-
MEHTAPHOro aHanu3a obpasua reHomHor JHK Ha yacTbie
XPOMOCOMHble MUKpogeneunmn 31-ro KnMHNYeCKoro ChMH-
OpPOMa 3HAYMMbIX OTKIIOHEHUI OT HOPMbI He BbIAIBIEHO.
AnddepeHumanbHO-ANArHOCTUYECKNA NOUCK: TMNnopu-
3apHas KapJIMKOBOCTb — CUHAPOM JlapoHa, oedekT pe-
uentopos CTT (reH GHR n PROP1), opyrue sugbl runodu-
3apHOro HaHm3ma. PekomeHgoBaHa ngeHTUdMKaLma my-
Tauuin B reHax runodusapHbIX FOPMOHOB — NMPOBeAeHne



NGS-cekBeHNPOBaHUA (KNMHNYECKNIA SK30M, B TOM YunCe
reHbl GHR n PROP1).

C uenblo ganbHelwero obcnenoBaHNs pebeHoK Ha-
npaBJieH Ha CTalOHapHoe feyeHune. XKanobbl Ha OTCTa-
BaHVie TeMMNOB POCTa, ANUTENbHO TEKYLLMIA PUHUT, BNaK-
HbI Kallenb C TPyQHOOTAENAEMON MOKPOTOM 3e/1IeHOro
LBeTa. PebeHoK 6bIn1 06CnenoBaH.

O6vekmueHbie 0aHHble. Macca — 15,4 Kr (MeHee
1-ro yeHTUnbHoro kopugopa), UMT - 16,37 kr/m2, SDS
MMT +0,38, pocT (cTos) — 97 cm (MeHee 1-ro LeHTUNbHO-
ro kopugopa), SDS pocTta - 5,04 (tabn. 1). Dusnyeckoe
pa3BuTME: TAPMOHNYHOE NO MUKpOCcomMaToTuny. PocT
(cnpa) — 58 cm. CooTHOLWEHNE KBEPXHUN CErMEHT/HUX-
HUI cermeHT» — 1,48 (HopMa anAa geBoyek 7,5-8,4 net -
1,16). OKpY>KHOCTb ronoBbl — 49,5 cm, pa3max pyK —
91 cm. Poct mambl — 160 cm, pocT oTua — 160 cm (co cnos
Mambl). Llenesow poct — 153,5 (£7 cM), CKOPOCTb pocCTa —
1,3 cm/roga.

CocTosiHMe pebeHKa 6nmKe K YIOBNeTBOPUTENIbHO-
My. CO3HaHUe ACHOE, IeBOYKA aKTMBHAsA, Ha OCMOTp pe-
arnpyeT COOTBETCTBEHHO BO3pacTy. Bo Bpems obuieHus
C EBOYKOW OTMeYaloTCA NpusHakm gusaptpun. Mpn oc-
MOTpe 6onbHOM obpallyaloT Ha ceba BHUMaHUE Mefikue
YepTbl NNLA, TENTOCSIOKEHME HENPOMNOPLMOHANIbHOE, BU-
3yaNbHO OTMeuaeTca npeobnagaHne BepxXHero cermeHTa

Puc. 2
Puc. 1-4. @eHomunuyeckue npossieHUs — cmuamsl OUCIMbpUO2eHe3a

O6LWeKNMHNYECKME NCCNIeOBaHUS: B O0LLEM aHann3e
KPOBY OTMEYAETCA SPUTPOLNTO3, HE3HAUNTENbHbIN JIM-
¢dounTOo3. BbIABNEH 3TUOIONMYECKN 3HAYMMbIA POCT St.
aureus, Candida npu mukpoburonorniyeckom nccrenoBa-

Hap HWXHUM, O-06pa3HOe UCKPUBIEHNE HUMKHUX KOHEY-
HOCTel, BbiNnupalowmi XneoT. [pn ocMoOTpe rofoBsb!: Bbl-
COKUI N06, rMnepTenopun3M rnas, MOHroNoUAHbIN pa3pes
rnas, W1poKasa Nnockasa nepeHocnua. YiHble pakoByHbI
ancnnactnyHble. lmMnepmMobunbHOCTb NOKTEBbBIX, KOMEH-
HbIX CYCTaBOB, a TaKXe CyCTaBOB KUCTU. Koxka cmyrnas,
cKnepbl MMetT ronyboBaTbili OTTEHOK. HUXKHAA anepTypa
rPYAHON KNEeTKM HECKOJIbKO pa3BepHyTa. MNpn ocmoTpe
BEPXHMX U HVXKHUX KOHEUHOCTEN OTMEYalTCA KOPOTKME
II-V nanbubl NpakTUyYeckn ognHaKoBOW AnnHbI, | nanew
ONVHHee oCTanbHbIX (NafoHb nmeeT dopmy Tpesybua),
CTOMbI KOPOTKME, Wnpokme (puc. 1-4). KoxHble NOKPOBbI
CO CMYr/IbIM OTTEHKOM, TYProp COXpaHeH, HOpManbHOMN
BNa)KHOCTK, TemnepaTtypa Tena - 36,5 °C. ibixaHne cpeg-
Hel ryOGUHbI, PUTMUYHOE, YNCIIO [bIXaTeIbHbIX OABMXe-
HUI — 22 B MUHYTY. [pn ayckynbTauumm gbixaHue ocna-
6/1eHHO B J1IEBOW MONOBUHE TPYAHON KNETKU, B HUXHUX
oTaenax menkokpenuTtupyowme xpunbl. TOHbl cepaua
ACHble, PUTMUYHbIE, NYNbC — 98 B MUHYTY. ?KUBOT MATKUNA,
6e360ne3HEHHbIN, NPU NanbhaLny HUXKHUIA Kpal neye-
HK 6e36051e3HEHHDBIN MO Kpato pebepHon ayru, +1 cm.
OrtekoB HeT. LLinToBMaHas »enesa anactnuyHas, besbones-
HeHHa nNpwu Nanbnaymu, He yBennyeHa. lMonosasa dopmyna
TaHHep 1, gonybepTaT. Hapy»kHble NOMOBbIe OpraHbl pas-
BUTbI MPaBUIIbHO, MO KEHCKOMY TUMNY.

Puc. 3

HMe MOKPOTbI Ha a3pO0Hble 1 GpaKyNbTaTUBHO-a3PO6Hble
MUKpOOpraHm3mMbl. fopmMoHanbHble 06cneoBaHNA: KOPTU-
305 08:00 — 1 609,0 HMonb/n, 22:00 — 1 098,0 HMONbB/A, UTO
npeBbilLasnio pepepeHcHble 3HaUYeHKA (Tabn. 2).

Tabnuua 2

Pe3ynbTaTbl rOpMOHanbHOro npodpuns

[aTa ®eBpanb 2017 r. Mamn 2020 . Hos6pb 2020 T.
CTT Hr/mn
PU (0,16-5,4) 137 11 }
NOP-1 Hr/mn _ 26,5 _

PV (69,0-219,0)

KopTtur3on Hmonb/n
PV (28-1 049)

[Be cTUMYNAUMOHHbIE NPOobbl C KNodpennmHom
1 neBofono 6bin NpoBefeHbl pebeHKy 3 roga Hasag.
B HacToALWY0 rocnMTann3aLmio JONONHUTENIbHO NpPoBe-

676 HMmonb/n (24,52
MKr/gn)

08:00 - 1 609 Hmonb/n (58,3 mKr/an)
22:00 - 1 098 Hmonb/n (39,8 MKr/a)

LeHa npoba ¢ UHCYIMHOM C MaKCMMasibHOW KOHLeHTpa-
uymen CTT - 6,2 Hr/mn (Tabn. 3). TupeouaHbli Npodub
B Mpefenax HopMmbl.
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Tabnuya 3

Pe3yn bTaTbl CTUMYNALMNOHHDbIX np06

MNpoba c knodennHom, peBpanb 2017 .

Touka, MyH 0 15 30 45 60 90 120
CTT mr/mn 0,34 1,08 1,94 5,28 7,11 4,44 3,33
Mpo6a c neBogonoii, peBpanb 2017 T.
Touka, MUH 0 45 120 150
CTT Hr/mn 0,37 6,09 3,18 3,18
Mpoba ¢ HCynMHoM, HoA6pPb 2020 T.
Touka myH 0 15 30 45 60 90 120
HM'OO"HOE/‘;' 5,0 2,7 2,9 3,6 35 43 4,6
CTT, mr/mn 0,07 0,143 6,2 58 3,2 1,15 0,34

UHcmpymeHmanoHble o6cnedosaHus. Ha peHTre-
Horpadun KUCTen pyK KOCTHbIN BO3PAcT COOTBETCTBYET
6 rogam. KT nerkmx: KapTrHa COXpaHAOLEeroca yyactka
OKPYTON KOHCONMAALMM HUXKHEN OO NIEBOrO NErkoro
(BEpOATHO, OKPYIbIA MHPUNBLTPAT). BpoHxockonnyeckoe
nccrnenoBaHMe: BblABMIEH aTesieKTas 1eBOro HUXHe[o-
nesoro 6poHxa (HAb), NneBOCTOPOHHWI HUXKHEAONEBOW
FHOWHbIV SHAOOPOHXUT 2-11 CTeMNeHn akTUBHOCTU. Pe3yrb-
TaTbl MCCNefoBaHMA OOBACHANM ANINTENbHbIN Kalenb
c TpyaHooTaendaemon mokpoton. MPT ronoBHoro mo3ra
C KOHTpACTMpOBaHMeM: faHHbIX 06 o6beMHOM 06pa3o-
BaHUM HET, OYaroBbIX M3MEHEHWI FOSIOBHOMO MO3ra HeT.
KoHcynbTauma reHetuka, Hoa6pb 2020 rofa: frarHo3
«rMNo¢pU3apHbIA HaHN3M» COXPaHAETCA, PEKOMeH0Ba-
HO reHeTuYyeckoe nccregoBaHne ob6pasyoB KPoOBU A
NoATBEP)KAEHMA AMarHo3a HacneacTBeHHOro 3abone-
BaHMA (He3aBepLIEHHOro oCTeoreHesa, ranakrosemmmn
[I-1l Tna, rnyTapoBon aungypvu, anbTepHaTUBHOIO reHa
afpeHOreHNTaNbHOro CMHAPOMa) NyTeEM BbICOKOMPOU3-
BOAMTENbHOIO 3K30MHOIO CEKBEHMPOBaHMA. Ha ocHoBa-
HUW NPoBefeHHbIX 1aboPaTOPHbIX Y UHCTPYMEHTAIbHbBIX
o6cnefoBaHWiA, KOHCYNbTALUA CNEUNANINCTOB pebeHKy
BblCTaBfieH AnarHo3. OCHOBHOM KINHMNYECKUI AMarHos:
AxoHpgponna3sua. ConyTcTByowmnin anarHo3: Mapunanb-
HbI gedurumT ropmoHa pocta (SDS) -5,04. JleBOCTOPOH-
HWUIN HUXKHEQ0NEeBOW THOWMHbIA SHAOOPOHXUT 2-11 CTENeHN
AKTMBHOCTM.

MpoBeaeHO STUOTPOMHOE fleueHne aHTbaKTepurasb-
HbIMM NpenapaTtamn. HazHaueHne 3amecTUTENbHON rop-
MOHasIbHOWM Tepanuy ropMOHOM POCTa ABNAETCA Helle-
necoobpasHbiM y NALMEHTOB C aXOHAPOMIa3mMel, Tak Kak
CYLLeCTBEHHO He BNMAET Ha KOHEUHbI POCT GOJNbHbIX.

MpepcTaBneHHbIN KNMHNYECKWIA ClyYall [EMOHCTPU-
pyeT HeCoBEpPLUEHCTBO AMAarHOCTUYEeCKOro nogxoaa B no-
CTaHOBKe AinarHo3a pegkoro opdpaHHoro 3abonesaHus.
PebeHOK C APKO BblpaXKeHHbIMY CTUrMaMn ANCIMOpUore-
He3a C poXKAeHUs Habnogancs negmuatpom. EanHcTeer-
HbIA KNMHUYECKUI CUMNTOM, KOTOpPbI/ Obln BblaeneH
cneumanncTamm, — OTCTaBaHue B pocTe.

MimeeT mecTo npuHUMNMnanbHOE OTAMYME MEXAHUN3-
MOoB GOPMMPOBaAHUA 3aePXKKMN POCTa NPU COMATOTPON-
HOI HeJOoCTAaTOYHOCTM 1 axoHAponnasun. Cneyndunye-
ckme myTtaumm B reHe FGFR3 npu axoHgponnasnn npu-

BOAAT K 3ameHe Gly380Arg. B Hopme akTuBauma FGFR3
TOpMO3UT nponudepaumnto XoHAPOLUTOB B POCTOBON
nnacTMHKe, NOMorasa KoopANHMPOBaTb PocT n andde-
PEHUMPOBKY XOHAPOLMTOB C pOCTOM U AnddepeHun-
POBKOW KNeTOK-NpeALecTBEHHNL, KocTU. [Npun axoHapo-
nnasum NocToAHHan akTnBmu3auma 6enka FGFR3 Ha ¢oHe
MyTaL 1 HEMPABWUIbHO TOPMO3UT NPONNPepPaLNI0 XOH-
OpOoUNTOB B POCTOBOW MACTUHKE, UTO NPUBOAUT K YKO-
POUYEHMIO ANIVHHBIX TPYyBUaTbIX KOCTEN M aHOManbHOMY
bopmmpoBaHuto Apyrux Koctel. B atom cnyvae 3amectu-
TeslbHasA Tepanua ropMOHOM POCTa He NMeeT Touek Npu-
NOXKEHUA N HEe MOXKeT ObITb NMOKa3aHa NnaumeHTam C Takom
naTonornen.

Mpu runonuTynTapraMme NPOUCXOANUT NOJSTHOE BbliMa-
[eHVe NN CHXKeHNe cekpeunn ogHoro unu 6onee rop-
MOHOB nepeaHer gonuv runodusa. Korga peub nget o 3a-
[lepKKe poCTa, OHa CBA3aHa CO CHUXKEHMEM/BbINageHnem
GYHKLMN COMATOTPOMNHOro ropmoHa. Cpeamn BpoXKAeH-
HbIX Gopm geduunTa PocTa BbIAENAOT N30JUPOBAH-
Hble fedeKTbl reHa ropmoHa pocTta (I'P) unu peuentopa
reHa, MHOXeCTBEeHHble fedeKTbl, CBA3aHHble C fedpeKToM
reHa Pit-1, nedekTom reHa Prop-1, a Takxe gpyrux ¢opm
(HESX1, POU1F1, Lhx3, LHX4). MNpu Bcex ¢opmax 3abo-
NeBaHUA HapyllaeTca perynauua cCuHTesa 1 cekpeuuu
COMaTOTPOMHOIO rOPMOHA, YTO onpeaenseT Heobxoau-
MOCTb 3aMeCTUTESIbHOWN Tepanun PeKOMOUHAHTHbBIM Fop-
MOHOM pocTa. Tepanua ropMOHOM pocTa NO3BONAET pe-
6eHKY JOCTUTHYTb FrEHETUYECKM MPOrHO3MPYEMOro pocTa
1 afeKBaTHOW coLManbHOl aganTaumm.

B HacToAleM KNMHMYECKOM Cllyyae KOMMJIeKCHOoe
ob6cnefoBaHne GONIbHOWM HAYaTO TOMbKO B BO3pacTe 5
net. OTCyTCTBOBaNa KOHLUEHTpauma BHUMaHWA negmaTpa,
Habniogalowero pebeHka C poxAeHNA, Ha ABHO Bblpa-
MKEHHbBIX CTUrMax AUCIMOPUOreHesa, OTCTaBaHUM B poCTe
C NepBbIX MeCALEB XM3HWU, }anobax Ha AnuTeNbHble Na-
TONIOrMyeckmne NPOoABIEHNA CO CTOPOHbI OPraHOB AblxXa-
Hus. CO0p aHaMHe3a XM3HY 1 3ab60N1IeBaHNA NPOBOAWII-
CA NOBEPXHOCTHO, He YUMTbIBaNNCh GaKTOpPbI, KOTOpble
MOTnn cnocobcTBOBaTb 6onee paHHeMy HanpaBneHMIo
pebeHKa Ha KOHCYNbTaLMIo K SHOOKPUHOMOTY U FEHETUKY:
OTAroweHHas HacnefCTBEHHOCTb, 6/IM3KOPOACTBEHHbIN
6pak. [JaHHbIN KNMHUYECKUIA ClTyYaii ABNAETCA NPUMEPOM
durKcauum Bpauen Ha 6osiee YaCcToO BCTPEYALNXCS 3a-



6oneBaHUAX (COMaTOTPOMHaA HEJOCTAaTOYHOCTb) C OTCYT-
CTBMEM HAaCTOPOXXEHHOCTU MO ANArHOCTUKE pefKkux Gpopm
605ne3HU, NPy TOM YTO CBOEBPEMEHHAA MNOCTAHOBKA Mpa-
BWNbHOrO AMarHo3a onpegensaet TakKTUKY BedeHNA nawu-
€HTa, eveHne 1 fanbHenLWnn NPorHos.

3AK/TIOMEHUE

KomnnekcHoe ob6cnefoBaHune pebeHka, cbop aHam-
He3a XU3HU C NOAPOOHBIMU JaHHBIMU AHTPOMOMETPUM
N KNMHWUYECKNMW NPOABIeHNAMN, aHaMHe3a 3aboneBsa-
HMA W HAcNe4CTBEHHOCTHU, @ TaKXe CBOEBPEMEHHOE re-
HeTuyeckoe obcriefoBaHMe MMET 60JblLOe 3HAYeHne
OnA famarHocTuky opdaHHbIX 3aboneBaHuin. Ana 3gopo-
BbIX poauTenei pebeHka c axoHgponasven puck 3abo-
NEeBaHNA y APYTUX AETEN HU3KUI, HO BbiLLE, YeM B O6LLel
nonynauuu. Ecnn oanH n3 pogutenein 6oneH axoHapo-
nnasuen, pUck NOBTOPEHUS Y KaxAoro pebeHKka paBeH
50 % c yyeTom ayTOCOMHO-AOMWHAHTHOrO Hacle4oBaHWA

JINTEPATYPA

3abo0eBaHUA C NOMIHOW NeHeTpaHTHOCTbo. MpeHaTanb-
HaA AnarHoctTmka o 20-n Hegenwm rectaymm BO3MOXKHaA
TONbKO NpW MoneKkynapHom TectupoBaHum HK nnopga,
33 UCKIIOYEHMEM TAXeNol TaHaTodbopHOW aucnnasuu,
KOTOpas MOXeT ObITb ANAarHOCTMPOBaHa Ha YNbTPacoHO-
rpadun paHee 24-n Hepgenu rectaunn. B koHue 6epemeHr-
HOCTU AMarHO3 MOXeT ObITb YCTaHOBNIEH peHTreHorpadu-
el KocTen nnopa.

TakoW NoaxoAa NO3BONUT YrayouTb N CUCTEMATU3NPO-
BaTb 3HaHMA O Pa3NINYHbIX 3aboNeBaHMAX 1 NaTonornye-
CKUMX COCTOAHUAX, NPOABAALWMXCA CXOQHOWN KAVNHNYe-
CKOW CMMMTOMATUKOW, 1 060CHOBATb AMarHocTuyecKmne
anroputmbl. CIIOXKHOCTU ANArHOCTUKUN PefiKnX opdaHHbIX
bopM TpebyoT fanbHeNWero n3yyeHuns, LUIMPOKOro nped-
CTaBJIEHNA HETUMUYHBIX CJTyYaeB 3a00eBaHMs Ha KOHbe-
peHumAX 1 B meyatu.

KoHdnuKT nHTepecoB. ABTOpbI 3asABAAIOT 06 OTCYT-
CTBUM KOHGINKTA MHTEPECOB.
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