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OnbIT KNUHUYECKOro BefeHUA aeten ¢ MHPAHTUABHOM
copmou runocpocarasmum

T. B. 3a6onotckux?, A. C. Kupeeea?, C. B. MegsepgeBa?, 3. K. lepuen6eprep?, A. B. Jiup?, E. B. Husosckas?
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Llenb paboTbl: paccMOTpeHME KIMHUYECKUX NPOSBNEHUA, 0COBEHHOCTEM AUATHOCTUKM U IeYeHNUs MHAHTUILHOM hopMbl runodocdarasuu.
OcHOBHble nosioxeHus. MNpeacrasneHbl UCTOpUM BonesHU ABYX AeTeil, HabnAaBwnxcs B AMypPCKOii 061acTHOM [eTCKOM KNMHUYeCcKon 60/b-
HuLe. B nepBoM ciyyae natoreHeTMYecKas Tepanus y pebeHka He MpUMeHAnach BBUAY €e OTCYTCTBUSA Ha TOT MOMEHT BPEMEHH, BO BTOPOM —
nauueHTy 6bi10 Ha3HAYEHO NleYeHne NPenapaToMm peKoMOUHAHTHOI YenoBeyeckoi WwenoyHoi dhocdarassl — acthortasoit anbda.

PebeHok, He NofyyYaBLMiA NAaTOreHeTUYECKON Tepanuu, ymep B Bo3pacTe 1 rofa 4 Mecsles OT NPOrpeccupylolLeil AbIXaTeNbHON U cepieyHo-
COCYAUCTON HEe[OCTAaTOYHOCTH. [TPOAOMKUTENBHOCTE NMPUMEHEHNSA actoTasbl anbda y BTOporo pebeHKka Ha Nepuoj HanucaHus CTaTbk cocTaBuna
1rop 9 mecsueB. XpoHonoruyeckuit Bospact pebeHka — 2,1 rofa, macca Tena — 8350 1, pocT — 76 cM, y NauyeHTa NosBMIach 0Nopa Ha HorY.
CoxpaHseTcs 3afepKa peyeBoro pa3BuTus — peGeHOK roBOPUT TOJbKO OTAENbHbIE C0BA.

3aknioueHue. [1o nosBieHuUs pepMeHTO3aMecTUTeNbHOM Tepanuu ety ¢ runodocdarasuein noayyanm mano3GdeKTUBHYI CUMNTOMATUYECKYHO
Tepanuio, 4To NPUBOAMIO K UX MHBANUAM3ALNY, NeTanbHOMY UCXoAy. B HacTosLee BpeMA CBOEBPEMEHHOE Ha3HauYeHne hepMeHTO3aMecTUTeNb-
HOWM Tepanuu No3BoAAET COXPAHNTb U YNYyYLWNTb KAYECTBO XKU3HU NALUEHTOB.

Knwoyessle cnosa: runodocdarasns, LUarHoCcTuKa, nevyeHue, achorasa anbda, LT NEPBOro rofa Xu3Hu.

Clinical Experience with Infantile Hypophosphatasia

T. V. Zabolotskikh?, A. S. Kireeva?, S. V. Medvedeva?, E. K. Gertsenberger?, A. V. Lir?, E. V. Nizovskaya®
T Amur State Medical Academy, Russian Ministry of Health, Blagoveshchensk

2 Amur Regional Children’s Clinical Hospital, Blagoveshchensk

Objective of the Paper: To describe the clinical manifestations and particular features of the diagnosis and treatment of infantile
hypophosphatasia (HPP).

Key Points: The paper describes two cases of babies observed and treated at the Amur Regional Children's Clinical Hospital. The first baby did
not receive pathogenesis-based therapy because it did not exist at the time. The second baby received treatment with recombinant human
alkaline phosphatase (asfotase alfa).

The baby who did not receive pathogenesis-based therapy died of progressive respiratory and cardiovascular insufficiency at the age of 1 year
and 4 months. At the time of writing, the second patient had been receiving asfotase alfa for 1 year and 9 months. The patient’s chronological
age was 2.1 years. Her body weight was 8,350 g and her height was 76 cm. She started to bear weight on her legs. She had still speech
difficulties and was able to pronounce only single words.

Conclusion: Before the advent of enzyme replacement therapy, children with HPP received symptomatic therapy, which was of little help.
The outcome was disability or death. Today, timely administration of enzyme replacement therapy makes it possible to save patients' lives
and improve their quality of life.

Keywords: hypophosphatasia, diagnosis, treatment, asfotase alfa, babies during the first year of life.

unococtartasus npepcTaBaser coboil nporpeccupyioliee

HacneAcTBeHHOe MeTabonuyeckoe 3aboneBaHue, Bbi3BaH-

Hoe peduunToM wenoyHon docdartasbl (LWP), koTopeIii
BO3HMKAET M3-3a MyTaLMK B TeHe, KOAUPYIOLWEM Hecneunduye-
cKuit TkaHeBoW nzodepmenT LLU® [4, 6]. Huskas akTuBHoCTb LG
B CbIBOPOTKE KPOBU BefeT K Pa3BUTUIO TMMOMUHEpanusaLuu,
OOLWMPHBIX HapyLWeHU CO CTOPOHbI KOCTEN CKeneta W Lpyrux
NONIMOPraHHbIX OCNOXHEHMIA. 3a60NeBaHNe MOXKET BO3HUKHYTb
KaK y NJ04a, Tak U y B3pOC/IOrO YeoBeKa U UMETb Pa3iUYHyI0
creneHb Tsxectn [2]. MepBoe onucaHue cnyyas runodocdara-
3um cgenan k. Patéan B 1948 r. [3]. Ha cerogHsAwHuWii feHb
[x. PatbaHom onucaHo 128 myTauuii B reHe, pacrnosioXeHHOM
B KOPOTKOM nyieye xpoMocombl 1 (1p34-36.1).

lMnodocthatasna oTIMYAETCA WMPOKUM AWANA30HOM KIU-
HUYECKUX NPOSBNEHUNA, a paHHee BO3HUKHOBEHWE CUMMTOMOB
CBA3bIBAIOT C BbICOKOI CTEMEeHbl0 TsxecTu 3abonesaHus. Mpu
ycTaHoBneHnn ¢opmsl runodocdarasum y4uTbIBalOT BO3PaCT-
HOl nepuofj, B KOTOPOM OGHAapYXWUAUCb MEpBble NMpPU3HAKK
60ne3HM: pa3nuyaloT NepuHaTanbHyt (CMMNTOMbI pa3BUBalOTCS
BHYTPUYTPOGHO MAW NpU POXKAEHWM), MNafeHYecKyto (Mnagwe
6 mecsaues), aeTckylo (oT 6 mMecsueB go 18 net) u B3pocnyio
(cTapwe 18 net) dopmel 3a6onesanus [5]. 0TaenbHO BbIAENAIOT
opoHTorunodocdarasnio, Npu KOTOpoil U3MeHeHUs Habnioga-
I0TCS TONILKO CO CTOPOHbI 3y60B [7].

[lo HepaBHero BpemeHn 3deKTMBHOMO NneyeHns 3abonesa-
HUA He CylLecTBOBaNO. B Hawu fHM co3pgaHa peKoMOUHAHTHas
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yenoseyeckas LL|® — acdorasa ansta’ (CTpeH3unk, npon3Boau-
Tenb: Alexion Pharmaceuticals, Inc., CLLA). OneiT ee ucnons3o-
BaHUA B Tepanuu noka Hebonbwoii [1].

Llenb paboTbi: paccMOTpeHWe KIMHWUYECKUX MPOSBAEHWH,
0COOEHHOCTEN ANATHOCTUKN U NleyeHUs UHGAHTUIBHON HOopMbI
runodocdarasum.

B crtatbe npepactaBneHbl MUCTOpuUM GONe3HM [BYX AeTeil,
HabntopaBwuxcs B AMYpCKOM 06GNaCTHOW [ETCKOW KauHuye-
ckoit 6onbHuLe (AOLIKB): nepsomy peGeHKy natoreHeTuyeckas
Tepanus He NPOBOAMNACh, BTOPOMY pebeHKy 6blo Ha3HauYeHo
neyeHwve acdoTason anbda.

KNUHUYECKUWA CNYYAN Ne 1

PebeHok K., BnepBble NoCTynun B CTaLMOHAap B BO3pacTe
6 MeCALEB B CBA3M CO CHUXKEHMEM anneTuTa, NioXon npubasKoi
B BECE, BblOyxaHWeM OO/bWIOr0 POAHWUYKA U 3a[EePIKKON ncu-
XWUYECKOro pa3Butus.

AHamMHe3 u3Hu u 3abonesaHus. PebGeHoK OT BTOpoii Gepe-
MeHHOCTU (1-1 GepeMeHHOCTb 3aKOHYMMAch BbIKMAbILEM Ha
cpoke 14—16 Hepenb), npoTekaslueil Ha (oHe rectosa nerkoi
CTeneHn, MUONUN BLICOKON CTENEeHW, yMEPEHHOTO MHOTOBOAMUS,
XPOHMYeCKOro nuenoHedputa B ctaguu pemuccuu. Popsl nep-
Bble B 39 Hefenb nyTem onepauuu Kecapeea ceyeHus. Macca
Tena npu poxaeHun — 3840 r, pocT — 55 cM, oLeHKa no wKane
Anrap — 8/8 Gannos. BeinucaH “3 poagoma oMol Ha 7-e
cyTku. AmbynatopHo Habntopancs no NOBOAY NEPUHATaNbHOIA
natonorun UHC, runepteH3noHHO-ruapoLedanbHoro CUHAPO-
mMa. Ha rpygHOM BCKapMAMBaHUW Haxoauncs [O 2 MecAues,
3aTeM K3-3a 0OUNbHBIX CPLITMBAHMIA, OTKasa OT Tpyau nepe-
Be[eH Ha WCKYCCTBEHHOe BCKapMAMBaHWe afanTUpOBaHHOM
MOJIOYHOI CMECbI0.

C 4 mecsueB y pebGeHKa yCUUINCH KNIMHUYECKNE NPOSBAEHUS
rMNepTeH3UOHHO-TUApoLedaNnbHOro CUHAPOMA: BbIOYXaHue,
HanpsKeHUe U yBENUYEHUE Pa3MepPOB GOMbIIOMO POAHNYKA [0
6 x 6 CM; pacxoxpaeHue WBoB Yepena Ao 0,5 CM; BblpaXeHHbIi
BEHO3HbIi PUCYHOK Ha roioBe, rPyAu, xusoTte; cumntom Mpecde
2-3-it ctenenn (puc. 1); paxutnyeckue gedopmauuu ckeneta.
Mpn 3TOM M3MeHeHWA Ha HeipocoHorpamme, KT ronosHOro
MO3ra BbiiBJIEHO He 6blno.

Mocne nposefeHHoro o6cnefoBaHUA YCTaHOBAEH pAuar-
HO3: LiuTomeranoBupycHas MHMeKUUs C NpeumyLiecTBeHHbIM

Puc. 1. Pebenox K. Dxsodrassm, cumirrom I'pede.

Domo asmopos

nopaxenuem LUHC, cybkomneHncupoBaHHas rugpouedanus,
3ajepxKa MOTOPHOrO Pas3BUTUA, CUHAPOM ABUraTeNbHbIX Hapy-
WweHWiA. BpoxpaeHHas aHOManus pasBUTUA NOYEK — AOJb-
yatas CTpYKTypa noyek; BTOPUYHbIA nuenoHedpuT B CTaauu
pemuccun, noyeyHas HepfocTatoyHocTs 0-i cTeneHw. Paxut
IT cTeneHu, NoAOCTPOro TeyeHUs, NepUOA pasrapa.

Habntopancs HeBpONOroM U HENPOXMPYPTOM.

B panbHeilwem B cBA3W C HapacTaHuem ruppouedanum
(no paHHbIM KT ronoBHOrO MO3ra — BHYTPEHHAS U HapyXHas
ruppoledanus) B Bo3pacTe 8 mecsleB pebeHKy NpoBefieHO
XUPYypruyeckoe nevyeHne — BEHTPUKYNONEepUTOHeaNbHOe LYH-
TUpOBaHMe cnpasa. Monyyan neyebHble fo3bl BUTAMUHA D, npe-
napatbl Kanbuus. Ha aTom hoHe oTMeyanucb HapactaHue paxu-
TUYECKUX KOCTHBIX AecdopMaLmii, nporpeccupoBaHie ocTeono-
po3a, oTCyTCTBME NpubGaBKM Macchl Tena. Mpu HEOLHOKPATHOM
1CCnefoBaHMM NaToNOrNYeCcKUX U3MEHEeHUI YPOBHe! KanbLus,
tocthopa B KPOBM U UX IKCKPELUM C MOYOi He oGHapyxmBa-
JI0Cb, HO MPU 3TOM BbIABAANIOCH CTOMKOE CHUXEHMUE ypoBHs LD
po 11-13-23 E[l/n (Hopma — 54-650 E[l/n).

B Bo3pacre 10 mecsues pebeHok noctynun 8 AOQKE B Tsxe-
nom coctosaHun. AHopekcus. [OHWXKEHHOro nuUTaHWA: macca
Tena — 4600 r, pocT — 57 cm (npubaBka B Bece 3a 10 mecsles
coctaBuna okono 800 r, a B pocte — 2 cm). Koxa 6GnepHas,
TYprop TKaHel pe3ko cHuxeH. fonosa ruapouedansHoit hopmel,
OKPYXHOCTb TONOBbl — 42 CM, OKPYXHOCTb rpyan — 33 cm,
BEHO3HbIi PUCYHOK Ha ronoBe yCuieH, BblbyxaHue 60/blOro
POLHWYKA, pa3Mepbl POAHWYKA A0 6 x 6 cM. 3y6oB HeT. lonoBy
He JepPXUT, He CMANT, ONopa Ha CTOMbl OTCYTCTBYET. BbipaxeHHas
pedopMauus rpyaHoOi KNeTKM (KypuHas TpPyAb»), paxuTuye-
CKMe «YeTKMy», BapycHas fedOopMaLnA HUKHUX KOHEYHOCTel.
Inddy3Has MblweyHasn runoToHns. B nerkux gbixaHue nyspunib-
HOE, XpUNOB HET, yacToTa AblxaHus — 38/MuH. ToHbl ceppua
putMuyHble, YCC — 140/MuH. MBOT MsArKuit, 6€3601€3HEHHBbI.
MeyeHb BbICTYNAeT U3-nof Kpas pebepHoi fyru Ha 0,5 cM.

Mpu obCnefoBaHUM BbIABAEHbI FMMNOXPOMHAs aHEMUS Jer-
KOM CTeneHW, rMNOMpOTEMHEMMUA, YMeHblueHMe mMoKa3atens
CbIBOPOTOYHOTO Xene3a, 3HauyuTenbHoe CHuxeHne ypoBHs LL®.
B aHanu3ax MouM M3MEHEeHWIn CYTOYHOM 3KcKpeuun docdopa
W Kanbuus He 0GHapyXeHo. B cbiIBOpOTKE KPOBU BLICOKOABUA-
Hole IgG-aHTuTena k yuutomeranosupycy. Mo faHHbIM Heiipoco-
Horpadmu, NTMKBOPONPOBOAALLME NYTU He pacliMpeHbl. Ha peHT-
reHorpaMmme HUKHUX KOHEYHOCTe — BapycHas Aedopmauus
HUXHMUX KOHEYHOCTeW, 0CTeONopo3.

OcMOTpeH HEBPONOroM, [MAarHOCTUPOBABLIMM BPOXAEHHYIO
OKKJIIO3MOHHY Tuapouedanuio (CocTosiHue mocne onepawuu
BEHTPUKYNONEPUTOHEANbHOTO LIYHTUPOBAHUA), TeTpanneruio,
3aJepXKy NCMXOpeYeBOro pas3BUTHS.

MpoBeaeHHoe 0bcnefoBaHNe NO3BOMIO YCTAHOBUTb pebeH-
Ky nuarHo3: PaxutonopobHoe 3aboneBaHue, HeyTOYHEHHOe.
funodocdarasus. MepBuyHblil ocTeonopos. BpoxpaeHHas aHo-
Manus pas3BUTMA MOYeK — [ONbYaTas CTPYKTypa MOYeK; BTO-
PUYHBIA NUenoHedpUT B CTaAWUM HeNosHOW KAMHMKO-nabopa-
TOPHOI pemMuccum, noveyHas HepocTatoyHocTb 0-M cTeneHu.
XenesopgedbuuutHas aHeMusa cpefHein CTENeHn TAXKECTH, runo-
XpOMHas. BpoxpaeHHas OKKNIO3MOHHAsA ruapouedanus, coctos-
HWe nocie onepauun BEHTPUKYNONEepUTOHEeaNnbHOro LWYHTUPO-
BaHWA. [Mnonnasus BMNOYKOBOM xenesbl. BpoxaeHHoe nmmy-
HogeduunTHOe cocTosHMe. TnnocTatypa. LiutomeranosupycHas
MHeKUUA ¢ npenmmyllecTBeHHbIM nopaxeHuem LIHC, reHepanu-
30BaHHas (hopMma, naTeHTHoe TeyeHue.

! B Hacmosee 8peMs OCywecmaisemcs npoyecc peeucmpayuu npenapama 8 Poccuu. [Jemu ¢ ycmaHosneHHbIM OuaeHO30M, Hyxoaluwjuecs
8 mepanuu, nosy4aom npenapam 8 pamkax 6aazomsopumesnsHol nomowu. — [pumed. peo.
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B xoge nedyeHns peGeHOK mosyyan npenapatbl KanbLus,
sutamun D,, ocTeoreHoH.

Mpu panbHedwem HAOMOLEHUM OTMEYEHO MPOrpeccuMBHOE
VXVOLEeHUEe COCTOAHUA pebeHKa C HapacTaHueMm Aecdopmauuu
CKeneTa, yBenyeHneM cTeneHu runotpodumn, nosBAEHNEM NPU-
3HAKOB AbIXaTeNbHOW HepocTatoyHocTw (puc. 2). B Bo3pacte
1rona 3 mecsLLeB pebGeHOK 06CNef0BaH B OTAENEHUM KOPPEKLMY
pa3BuTUA peTen paHHero Bo3pacta Mockosckoro HUW nepu-
atpun u fetckoi xupyprum Munsppasa Poccuw, roe yctaHos-
NleH OKOHYaTeNbHbIN AnarHo3s: runodocdarasuns, MHGAHTUAbHASA
topma. [latoreHeTuyeckylo Tepanuio ManbyuK He nonyyan
BBUAY €e OTCYTCTBUS Ha TOT MOMEHT BpemMeHu. PeGeHoK ymep
B Bo3pacTe 1 rofa 4 mecsues OT NPOrpeccupylowen fbixatenb-
HOW U Cepfie4HO-COCYAUCTON HE[OCTAaTOYHOCTH.

KNUHUYECKUIA CNYYAN Ne 2
PebeHok B., mocTynun B CTauuMoHap B BO3pacTe 2 MecsAueB
C CYAOPOXHbIM CUHAPOMOM.

AHamHe3 XusHu u 3a6osesaHus. PeGeHok oT nepsoit Gepe-
MEHHOCTW, NpoTeKaBlled Ha POHEe XPOHWUYECKOW HUKOTUHOBOW
MHTOKCMKaLmMK, recto3a. Pofbl nepsbie B CPOK, CAMOCTOATENb-
Hble. Macca Tena npu poxpeHun — 2565 1, oLueHKa no wkane
Anrap — 7/8 6annoB. Ha MCKyCCTBEHHOM BCKapMAWBaHUM
¢ poxaeHus. CocTosiHne pebeHKa B poffoMe ObiIo Hapylie-
HO BBWAY 3a[EPXKKU BHYTPUYTPOOHOrO pasBUTUS U HEBPO-
NOTMYEeCKUX paccTpoiicTB. M3 popaoMa Ha 4-e CYTKM XKU3HM
nepeBefieH B OTAeneHue natonorun HosopoxpaeHHbix AOOKB,
rhe Haxoouacs B TeueHue 26 [Hel ¢ [MarHo3om: Lepedpanb-
Haf MWeMuUs 2-iN CTeneHu, rMNepTeH3NOHHbIA CUHAPOM, CUH-
LPOM ABWTaTeNbHbIX HApPyLWeHWIi; ManoBeCHbIN K CPOKY recrta-
UMK; TMOMULUTEMUS HOBOPOXKLEHHOrO; MOCTIUMOKCUYECKUI
KOMUT; KaHAWLO3 HOBOPOX[EHHOro; HeoHaTanbHas WHbek-
LMA MOYEBbIX NyTeNl; NMMWenodKTasus crnpasa. BeinucaH pomoii
B CTaOUILHOM COCTOSIHUM.

Ha 2-m mecsilie U13HUM BblN rOCNUTANN3MPOBAH B OTAENEHNE
JEeTCKOW HeBposoruu no nosogy addekTMBHO-pecnupatop-
HbIX MApOKCM3MOB, CYAOPOXHbIX MpUCTynoB. [llpu panbHeii-
WweM 06CNeA0BaHNN BbisIBNIEHbI U3MEHEHUS B aHANM3axX KPOBU
B BUJE runepKanbuuemmuu, cHuxenus yposHs LU, docdarypuu.

Puc. 2. Baermnmii Bua pebenka K. (1 roa 3 mecsrna).

Domo asmopos

Pe6eHoK 0CMOTPEH KOHCUNMOHHO, KTMHUYECKMIA AMarHo3: runo-
tdocdarasus.

B Bo3pacTe 2 mecALeB NauMeHT NepeHec TAXENyK ABYCTO-
POHHIOI MONUCErMEHTapHYID MHEBMOHMWIO; YYUTbIBAA BbIpa-
XEHHOCTb ABNEHWIA [ibIXaTeNbHON He0CTaTOYHOCTH, NepeBeseH
B OTAefleHMe WHTEHCUBHOW Tepanuu. [llocne ucyesHoBeHUs
MHGOUNLTPATUBHBIX M3MEHEHWUI B NErOYHON TKaHWM y pebeHKa
COXPAHANUCH AbIXaTeNbHAsA HeA0CTAaTOYHOCTb, GPOHX00OCTPYK-
TUBHBIA CUHLPOM, B TeYEHUE ABYX MeCALEB OH HAXOAMICS Ha
NBJ1 Bo BcnomoratensHoM pexume (puc. 3). O6lee cocTosHUe
Obino TaxensiM. Macca Tena — 4080 r (meduuut macchl —
45%), pocT — 54 cM. KoxHble MOKPOBbI U BUAUMBIE CTU3UCTBIE
6nepHble, BNaxHble. KOCTHO-MbIlWEYHAs CUCTEMA: paxUTUYECKUe
«YeTKu», «bpacneTbly, cabnesuaHas gedopmauns roneHen u
Gepep, 6onblWwoit pogHnyok — 5,0 x 5,0 cM, KpaHuoTabec, cma-
KEHHbI 3aTbiIoK. [pyaHas KneTka BOPOHKOOGPa3Hoi Gopmbl,
yyacTue BCMOMOraTeNbHON MyCKyNnaTypsl B akTe AbixaHus. B ner-
KMX [OblXaHWe HKeCTKOoe, XpUMbl CyxXue, 4actoTa pAblXaHWa —
60/mMuH. ToHbl ceppua npurnyweHHsle, putmMuyHble, YCC —
150/muH. XUBOT B3AyT, NpW nanbnauuu MArkwii, 6esdones-
HeHHbI. leyeHb Ha 2 cM BbICTynaeT u3-noj kpas pebepHoit
OVYTY, Kpail MATKO3NACTUYHBIN, Be360ne3HeHHbI. CeneseHka He
nanbnupyetcs. CTyn KawuueobpasHeiil. MoyencnyckaHnue cBo-
6oaHoe, 6e3b0ne3HeHHoe. [Juype3 afeKBaTHbIN.

B KNMHWYECKOM aHanM3e KPOBU BbISIBNIEHBI aHEMUA TAXKENOM
crenenwn (Hb — 66 r/n, sputpoumntsl — 2,2 x 10'3/n), nei-
KouuTo3. B OMOXMMUYECKOM aHanu3e KpoBW runepkanblme-
Mus — 3,3 MMoJb/A, CHuxeHue ypoBHa LW po 12-17 EO/n
(Hopma — 54-650 E[l/n), runodoctatemus, runonpoTenHe-
mus. B aHanusax moun cocchatbl BO BCEX NOPUUAX.

Mpu nposepeHun Y3U BHYTPEHHUX OPraHoB OOHAPYXKEHbI
BbIpPaXXEHHAA renaToMeranus, CTPYKTypHble U3MEHEHUs NapeH-
XMMbI MEYEHH, B TOYKAX — CTPYKTYPHbIE U3MEHEHUS NapPEHXUMb
M MOYEYHbIX CMHYCOB, TMMOTOHUA NOXAaHKW CNeBa, MUKPOMUT
cnpaBa pa3Mepom 2 MM.

Mo paHHbIM peHTreHorpadun TpybuaThix KocTeir, puadu-
3bl YKOPOYEHBI, KOHTYpbl 4eTkue, poBHble. MeTadu3apHbie
30Hbl PaCLIUPEHbl, C HEYETKUMU, KU3bELEHHBIMUY» KOHTYpamu.
Inndu3bl pacMpeHsl, MATKOTKAHHON MNOTHOCTM, 3NEMEeHTbI
AAEp OKOCTEHEHUs He OnpefensloTCcs, 30Hbl POCTa NPOCHEKM-
BalOTCA HeyeTKo, AedOpPMUPOBaHbl. [pOKCUManbHble OTLENbI
GefipeHHbIX KocTell aedopMUpOBaHbI, pacmpeHsl. CTpykTypa
KOCTeil HEOLHOPOLHAA C y4yacTKaMu paspexeHnus (puc. 4).

Ha KT ronoBHOro mo3sra natonoruu He oGHapyeHo.

Mocne npoBefeHHOT0 06CNefOBaHUS YCTAHOBEH KIUHU-
yeckuit guarvos: lunodocdarasus, uHdaHTUNbHaAs dopma.

Puc. 3. Buemnuii Bua pedenka B. oo Hagasa Tepamum.

Domo asmopos
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MNepuHatanbHas 3Huedanonatusa, CYAOPOXKHbIA CUHLPOM,
TUNEPTEH3UOHHbI CUHAPOM. MHOXECTBEHHblE PaxuTonofo6-
Hble fedopMmauun ckeneta, fecdopmauus TPYAHON KNeTKU.
[lbixaTenbHas HeLOCTaTOYHOCTb 2-I CTENEHN.

B AuHamuke y pebeHKa coxpaHanacb Cy[OPOXHAsA roTOB-
HocTb. Hapactanu pedopmauun rpygHoit KneTku, KOHeYHO-
CTeil, MbllleYyHas runoToHusA. TemnepaTypa Tena B TeyeHue
CyTOK No 2-3 pasa noBblWanacb Ao ¢ebpunbHoix uudp.
B Bo3pacte 4 mecAuUeB MaUWeHT MpoKoHcynbTUpoBaH B PIBY
«IHAOKPUHONOTMYECKUIA HayuHbIA LeHTp» Muu3gpasa Poccuu,
roe ycrtaeneH pauarHos: [unodocdarasusa, WHaHTUNbHASA
Ghopma. B,-3aBucuMble cypoporu. MHOXeCTBEHHble paxuTo-
nopfo6Hele fedopmalium ckeneta.

[varHo3 mopTBepKAeH MonekynapHo-reHeTnyecku. B reHe
ALPL BbisBneHa romo3urotHasa mytauus C497R, paHee He onu-
caHHas. PekomeHpoBaHa nmatoreHeTuyeckas Tepanus acgoTa-
30i1 anbda B [jo3e 6 Mr/Kr B HeAento, Un 2 Mr/Kr 3 pasa B Hefe-
0, /K, KoTopas Gbina HavaTta B Bo3pacTe 5,5 mecaua. Mpenapat
nosly4eH B NOpsAKe 61aroTBOPUTENLHON MOMOLLM.

Ha ¢oHe neyeHus npenapatom oTmeyanacb GbicTpas mnono-
XuTenbHas AuHamuka. K KoHUy 2-i1 Hepienu nosBunach Apura-
TeNbHas aKTUBHOCTb, PeGEHOK CTan MbITaTbCs AEPXKaTh rO/OBY.
CynopoxHasi roTOBHOCTb, (ebpunuteT Kynuposanuch. Yepes
HeZeno OT Hayana Tepanuu MauueHT Gbla 3KCTYOMpPOBaH, a Ha
10-e cyTKM neyeHuns nepesefeH B HethpoaoOrnyecKkoe oTAeNeHue.
Mpu nepesoge macca Tena — 5200 r, poct — 57 cm (puc. 5).

Ha 24-in Hepene Tepanuu COCTOAHWE YAOBNETBOPUTENbHOE.
PebeHOK no BUTanbHbIM (YHKUMAM KOMMEHCUpPOBaH. [onoBy
LEepXuT yBepeHHo. bonbwoin poaHuyok ymeHbwuncs go 1,0 x
1,0 cm, He BbibyxaeT. XpoHonoruyeckuit Bospact — 0,9 rofa,
Macca Tena — 6400 r, pocT — 67,0 cM. Pusuyeckoe passutue
cooTBeTcTBYeT Bo3pacty 0,5 roga. SDS pocta — -3,3 (narono-
rmyeckoe 3Hayenue). OTmeyaeTcs 3afepxKa Npope3biBaHUA
3y60B. CoxpaHsatoTcs aedopmauny rpyaHoiA KNETKU U HUKHUX
KoHeuyHocTelt. CMAUT € NOAAEPXKOW, nepeBOpayMBaeTCca co
CMUHBI HA XXMBOT, OMOPA Ha HOTU cNabas, MblleYHbli TOHYC And-
(hy3HO CHUKeH. Ynyylwunace MMHepanu3sauus Koctei (puc. 6).

Ha 35-i1 Hepene Tepanuu Npu XpOHOAOrMYECKOM BO3pacTe
1,1 ropa macca tena gocturmna 6700 r, poct — 68,5 cMm, 0TMeYeHO
Hayano npopesbiBaHus 3y60B. MMayMeHT cTan camMoCTOSTENbHO
CUAETD, YAYYWMACS OBWMA MbILIEYHBIA TOHYC, HO TOHYC MbILL
HUXHUX KOHEYHOCTEN OCTABANCA CHUXEHHbIM. [0 JaHHbIM
PEHTreHOI0rMY€ECKOro UCCNe0BaHNs, COCTOAHME pebeHKa 3Ha-
YUTENbHO YNYYLWKUNOCh.

[vHamuka Ha (oHe Tepanuu, NPOBOJMMON B Te4yeHUe ropa:
XpoHonornyeckuit sospact — 1,6 ropa, macca tena — 7250,
poct — 71 cm. Mpogonkunock npopesbiBaHue 3y6os. oBopUt
OTAeNbHble CNIOBA, MHTEPeCYeTCs Urpylikamu, ctan 6onee 3mo-
LMOHaNbHbIM. B 3TOT nepnopg oTMeYeHO HEKOTOPOe 3amefneHne

Puc. 5. Breranit Bua pedenxka B. gepes 10 aneit
ot Havaaa teparuu. Domo asmopos

Puc. 4. Pebenox B. Perrrenorpamma AAMHHBIX

TPYOUATBIX KOCTEH A0 HadaAa Teparruu. oo asnopos

Puc. 6. Pebenox B. Perrrenorpamma AAMHHBIX
TPyOUaTEIX KOCTEH uepes 24 HEACAU OT HaYaA2
TCPAITHH. Domo aemopos
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pocTa, npubaBKM Macchl Tena, OTCYTCTBOBaAa OMOpa Ha HOTU.
B unione 2016 r. BbiNnan nepebii pe3el, HUXKHeW YentocTu cnpa-
Ba. Hauara BakuuHauus peberka (BUX-M, AKLC, renatut B).
[lo3a acdoTasbl anbtha yBennyeHa go 3 Mr/Kr 3 pasa B Hefieno.

B HacToswee Bpems MPOAOMKUTENLHOCTb Tepanuu COCTaB-
nset 1 rog 9 mecsues. [lo3a acdoTasbl anbda Koppurnpyercs
B 3aBMCMMOCTM OT MacChl Tena. XpOHONOrMYyecKuMin BO3pacT
pebeHka — 2,1 roga, macca Tena — 8350 r, pocT — 76 cM
(puc. 7). MosiBunacb onopa Ha HOTW, MON3AET, BbIMOJHAET
KomaHabl (Takume kak «Bcraaity, «Capucb», «[lait urpywky,
«[lepxun noxky»). CoxpaHfeTcs 3ajilepiKa peyeBoro passu-
TUA — TOBOPWUT TOJIbKO OTAENbHbIE CNOBA.

3AKNIKOYEHUE

Kak nokasbiBaloT NpuBeAeHHble HAGNIOAEHWS, [0 NOSBAEHUS
hepmeHTO3amecTUTeNbHON Tepanun aetn c¢ runodocdarasmeit
nonyyanu Mano3thheKTUBHYI CUMNTOMATUYECKYID Tepanuio,
YyTO NPUBOAMIO K WX MHBANMAM3auuW, NeTanbHOMY MCXOAY.
Heo6xoaMmMo OTMETUTb, YTO CBOEBPEMEHHOE Ha3HaueHue dep-
MEHTO3aMeCTUTE/IbHOM Tepanuu no3BOJISET COXPAHUTL U YiIyy-
WWTb KAYeCTBO XU3HW NaLMUEHTOB.
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