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PE3IOME

Tunogocpamasus (FOP) — pedkoe HacnedcmaerHoe 3a00n€8aHUE, XAPAKMEPUYIOWEECS BECHMA PA3HOOOPAZHLIMU KNUHUHECKUMU NpO-
A8JIEHUSIMU, 4MO MOXCem 3ampyoHamMb C60eBPEMEHHYI0 NOCMAHOBKY OuazHo3d. B cmamve npedcmasneHo onucaxue cemeliHozo cayqas
rod — y 0syx 6pamees 8 00HOLI cemMbe 3a001€8aHUe MAHUGECMUPOBAO 8 demckom go3pacme. [lepsbie KnuHUYecKUue CUMnNMOMbl HA4anU
nos8aaMbCa Ha nepsom 200y ncustu. Knurudeckue nposenenus 6vinu munudnsimu 015 FOD: paxumonodobHvie depopmayuu KoHedHoCme,
MbluieyHas cnabocmep, na0Xas NEPEHOCUMOCb GUUHECKOL HAZPpY3KU, PAHHEe 8binadeHue 3y008. Cumnmombl 3a001€8aHUS OMMEHANUCH CO
CMOPOHbI Pa3JiuiHbIX OP2AHOS8 U CUCMEM, 4MO 3HAYUMENbHO 6J1USJI0 HA Pu3uyeckoe 300p08be U Kaiecmeo ncusHu nayueHmos. Hecmomps
HQ MUnUYHOCMb KAUHUYECKUX nposenenut, ouaznosz I'dD Ovin ycmarnosnen y cmapwezo 6pama 8 sospacme 6 aem. CroxncHocmu 8 nocma-
HOBKe 0UazHO3a npusenu K OmcpoveHHOMY HA3Ha4eHuo mepanuu. 3anooospume I'PPD MONCHO HA OCHOBAHUU COHEMAHUS KTUHUHECKUX CUM-
nmomog 3a001e8aHUS, XAPAKMEPHBIX USMEHEHUL N0 OAHHBIM PEHM2EHON02UHECK020 UCCNed08anus. [Ana nposedenus oudpepenyuansHoli
OuazHocmuku Heo0X00UMO onpedesieHue aKmugHOCMU weaoqHoll pocgamasvl. [loomeepucdaemes OuazHO3 BbiACHUEM MYMAYUU 8 2eHe
ALPL no pesynbmamam MOJNeKYASPHO-2eHemu4ecko2o uccaedosanus. Pannas ouaznocmuka I'd® umeem cyujecmeenHoe 3naqeHue 015 C60-
€6PEMEHH020 HA3HAYEHUS (PepMEHMOo3amecmumenyHoli mepanuu acgomasol alega.

KinroueBble cnoBa: cunogpocpamasus, wjenouHas ¢ocpamasa, 2ed ALPL, cmpuoop, ¢pepmenmozamecmumenvHas mepanus, acgomasa
anvga.

Jns uutuposanus: Pomanenko E.C. lunogocpamaszus: cemetinbiii cnyuaii pedkozo 3abonesanus. PMPK. 2022;1:36—40.

ABSTRACT
Hypophosphatasia: a family rare disease
E.S. Romanenko

South Ural State Medical University, Chelyabinsk

Hypophosphatasia (HPP) is a rare hereditary disease characterized by a very diverse clinical manifestations, which hinders a timely
diagnosis. The article presents a description of a family HPP — two brothers of the same family had the disease manifested in childhood.
The first clinical symptoms began to appear in the first year of life. Clinical manifestations were typical for HPP: rickets-like lower limb
deformities, muscle weakness, poor exercise tolerance, early tooth loss. The symptoms of the disease were observed from various organs and
systems, which significantly affected the physical health and patients quality of life. Despite the typical clinical manifestations, the diagnosis
of HPP was established in the older brother at the age of 6 years. Difficulties in the diagnosis led to a delayed prescription of therapy. It is
possible to suspect HPP on the basis of a combination of disease clinical signs and characteristic changes according to X-ray examination.
For differential diagnosis, it is necessary to determine the activity of alkaline phosphatase. The diagnosis is confirmed by the detection of
a mutation in the ALPL gene based on the results of a molecular genetics. Early diagnosis of HPP is essential for the timely prescription of
enzyme replacement therapy with asphotase alpha.
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BBENEHUE
[mnogocdarasuss (IPP) — penkoe HaCTenCTBEH-

Nns knuHudeckoit kaptuhbl O Haubosnee xapaktep-
HbIMM TIPOSIBJIEHUSIMU  SIBISIOTCSL AedeKTbl PpOPMUPOBAHUS

Hoe MeTaboynuyeckoe 3aboJieBaHKe, BbI3BAHHOE MyTaLMSIMU
B rete ALPL, KOIMpYIOLLEM aKTUBHOCTb (PepMEHTa TKaHeHe-
crienrduueckoit wenovHoit ¢pocdaraser (LLID) [1, 2]. Hacne-
JOBaHKUe MyTaLMii MOKET MPOUCXOOUTD KaK 10 ayTOCOMHO-/10-
MHMHaHTHOMY, TaK M MO ayTOCOMHO-pPeLecCUBHOMY THMy [2].
Hanuuve natoreHHOil MyTaLuW NPUBOAMT K CHUXKEHUIO aK-
TUBHOCTW TKaHeHecreuuduueckoit IO n BHekneTouHOMY
HAaKOMJIEHNIO (pEepMEHTHBIX CyOCTPAaTOB: HEOPraHUYecKoro
nupodocdara 1 nupuaokcanb-5’-pocdara [1, 3], B pesynbra-
Te Yero HapyllaeTcs MUHepau3aLusl KOCTHOM TKaHU, 0OMeH
BHUTaMMHA 86 B LIHC, uTo B nocnenytolem onpenenseT KIMHU-
Ky 3a00J1eBaHMsI.

1 pasBUTKS OMOPHO-JBUIaTeNIbHOrO annapara — yKopoyeHue
1 fedopMalvsl KOHEUHOCTEN, FPYIHOi KIIeTKH, yepena. Y ne-
Teil C BO3PAacTOM MOKET HalOMoaThCsl HM3Kasi Macca Tena
¥ 3amepskka pocra. C BO3pacTOM pacTeT pUCK BOSHUKHOBEHUS
NaTOJIOTMYECKUX, MJI0XO KOHCOJIMAMPYIOLIMXCSI MepesoMOB,
4acTo TPeOYIOLMX XUPYpPriuueckoro yiedeHus. bom B Mbi-
Lax M KOCTSIX MPUBOIST K HAPYLIEHWIO MOXOIKH, MpOrpec-
CHpYIOLLIEMY OrpaHudueHuio noxsuskHoctu [1, 3, 4]. Hedop-
Malu¥ TPYNHOI KJIETKM CHOCOOCTBYIOT HAapyIUEHHIO aKTa
IbIXaHHsl, BTOPUYHON TMIOMNJIA3MM JIETKMX, YTO MOXET ObITb
TMPUUMHON TSDKENbIX AblXaTesbHbIX paccTpoiicT [4, 5]. Pas-
BMBAIOLLASICSl TMMepKajbLiemMust, 00yCIIOBIeHHas HapyLUIeHN-
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eM KanbLuii-pochopHoro oOMeHa, HEpenKo SBISIETCS MpPH-
YMHOI HeppOKaIbLIMHO3a C pa3BUTHEM MPOrpPeCCHUpYIOLIEro
noBpexxzeHust mouek. CrefcTBMeM HapylleHuss oOMeHa BH-
TaMHHA B, SBNISIOTCS HEBposOrMueckne CHMNTOMBI 3abore-
BaHWSl: BUTaMMH-B -3aBuCHMBbIE CyNOPOrH, BHYTPUYEPEINHbIe
KPOBOM3JIMSIHYS, MBILLIEYHAs] TMIIOTOHMS], 3a/iep>KKa TICHXOMO-
TOPHOrO pa3BuTHSL. M3-3a HapylueHus npouecca GopMUpOBa-
HUsI KOCTell yepena MoxkeT GOpPMUPOBATLCS KPAHUOCHHOCTO3
C MOBbILIEHUEM BHyTpUuepenHoro nasieHust [4, 6]. [lpex-
IeBpeMeHHOE BbIMajieHne MOJIOUHbIX MJIM MOCTOSIHHBIX 3Y0O0B,
NpyUyeM yallie BCero ¢ HeM3MeHeHHbIM KOPHEeM, — OZIMH U3 Xa-
pakTepHbIX pu3HaKoB [P [4, 7].

Huarno3 'PD ocHoBbIBaeTCS HA XapaKTEPHbIX KJIMHUYE-
CKMX CUMITOMAaX, HU3KOM akTuBHOCTH LLI® (Cc yueTom Bo3pac-
Ta ¥ Mosia MAalMeHTOB), rurnepKanbLueMun/runepdocdare-
MMU 1 XapaKTepHOi PeHTreHOJIorM4ecKoil KapTuHsl [3, 4, 10].
[pu peHTreHOrpaduM AJMHHBIX TPYOUATbIX KOCTEl BbISIBISIOT
nedopmaluy, OCTEONOpo3, YYaCTKM TMIOMHHepanu3aLuy,
a TakXe pacliMpeHue, «M3beeHHOCTb» 30H POCTa; TUMMYHbI
y4acTK1 NPOCBETIIEHHs! B MeTa(u3ax — TaK Ha3blBaeMble «Si3bl-
KU I1aMeHW». [lonTBepsknaeTcst AMarHo3 BbisiBIeHHeM MyTaLWK
B rede ALPL npu MOJeKyJISIpHO-T€HETUYECKOM MCCIIEJOBAHNM.

Jlo HeaBHero BpemeHM Bpauu He 00Jyazai JOCTaTOUYHbI-
MU 3HaHUsIMU 0 ['DD, He 3HaM O BaKHOCTH CHMKEHMsI MOKa-
sarens LI®. CnenosarenbHo, nauueHTbl ¢ ['OD npoxonunu
noz JMOObLIMK IPYrMMH AMarHo3aMH, KJIMHUYECKH CXOXHMH
¢ [O. TNo aroit nprunte neuenrie PP 6bUIO UCKITHOUUTENb-
HO CHMNTOMAaTHYeCKMM: JiMeTa C MOHUXKEHHbIM COZLEpKaHU-
eM KablLiis, MPOTUBOCYNOPOKHbIE Npenaparbl, XUpypruue-
CKasl MOMOLLb NPY BOSHUKHOBEHMH T1EPETIOMOB WIIM PA3BUTHH
KPaHMOCHHOCTO3a, (u3noTepanust U jedebHas TMMHACTHKA
IJ1s1 YKperyleH1st ONIOpHO-ZiBUraTesibHoro anmnapara. [lpennpu-
HUMAJIMCD MOMbITKM JIeUeHHs! BbICOKUMM J03aMH BUTaMuHa D,
6ucdhochoHatamMy WM TEpUNAPATHIAOM, OAHAKO HU ONMH
M3 TaKWX MOAXONO0B He NMPUBOIWI K KJIMHUYECKOMY Ylydllie-
nuto [13]. B 2019 r. B PO 3aperucTprpoBaH jiekapCTBEHHbIi
npernapar and ¢pepmeHTo3aMecTuTenbHoi Tepanuu PP ac-
dborasa anbdpa — pekomMOMHaHTHas yenoBeveckas LLID [3].

BTBY3 JII'KB Ne 8 r. Yensbuucka non HabmoneHueM Haxo-
nstcs 3 naunenTa c 'O, Panee Hamu KOpOTKO ObUI npezcTaB-
JIeH OMbIT AMAarHOCTHKU AeTcKoi ¢popmbl DD y 2 nauueHTos
B cembe [10]. Llenbio Hacrosiueii nybnukaiuu crano 6osee
nofpo6HOe OMMCaHKe 3TUX KIMHAYECKUX HAOII0AeHNH, KIn-
HUYECKMX CUMIITOMOB, HauboJiee XapaKTepHBIX 1JIsl JeTCKOM
dopmbl 3ab60neBaHKsl, U NpencTaBlieHne pe3ysbratoB ¢dep-
MEHTO3aMECTUTEIbHOM Tepamnuu y IeTei Nno UToraM nepBo-
ro roza JieueHus.

KNMHUYECKOE HABJTIIOIEHUE

B uione 2019 r. K [eTCKOMY 9HIOKpHHOJIOry 00paTu-
nacb MaThb € ABYMS AeTbMHU. 7Kaso6bl nipy 00paLLeHnH K CreLy-
aJMCTy ObLIM ONHOTHUITHBIE: paHHEe BblMazieHne 3yOOB C Heus-
MEHEHHbIM KOpHeM, ObICTpasi yTOMJISIeMOCTb, AedopMaLuu
HUKHUX KOHEYHOCTEH.

Ipu c6ope aHamMHe3a ynanoch YCTaHOBHUTD, YTO pebeHOK P.
oT 1-i1 GepeMeHHOCTH, NPOTeKaBLLeil Ha (pOHEe XPOHUUECKON
¢deronaLeHTapHOi HeOCTaTOYHOCTH, XPOHWYECKON TMIIOK-
CHM TJIOZA, XPOHMYECKO# MHeKLUH (rpUOKOBBIN BarkHUT).
Ponpi Ha cpoke 40—41 Hen. recraunu, pofiopaspelleHne myTeM
KecapeBa CeueHMs (SropuuHoe npensexanue miona). Macca
npu poxxaenun — 3490 r, anrna — 51 ¢M, OKPY>KHOCTb TOJIO-
Bbl — 36 cM, oLeHKa 1o tkane Anrap — 8/8 6annos. C Bo3-

pacta 1 mMec. pebeHOK HabJOAANCS OPTONENOM MO MOBOAY
IMCIIa3uK Ta300enpeHHbIX CYCTaBOB, y HEBpoOJora — Mo o-
BOZly CMHJpOMA MbILIEYHO! runoTtoHuu. [legmarp HasHauan
NpoQUIAKTUKY U JieueHre paxuTa. Mama peryssipHO BbINOJI-
HSJ1a PEeKOMEHZalMK CMeLUaNucToOB, HO 3HAYMMOTO dddeKTa
OT NMPOBOAMMBbIX MEPONPHSTHI MOTyueHo He Oblio. B Teuenue
TIepBOro rofia poc M pasBMUBAJICS MO BO3PACTY, PETYJISIPHO Ha-
6moparncs B ycnosusix nonvkamanky. C 1 rona y pebetka cra-
711 BbINAZaTh MOJIOYHbIE 3yObl, MOSIBUINCH GO/ B KOHEYHOCTSIX
1 GbICTPAst yTOMIISIEMOCTb.

Ponurenn Takxke oTmeuanu, 4To peGEHOK 4acTO Majiaer.
lepBoe obpatiienre Kk cTomaTonoram ObUIo B Bo3pacte 1 roz
1 Mec. Mo MOBOAY BbINazeHMst MOJIOYHBIX 3y60B. OcMOTpeH
CTOMATOJIOrOM, JAHO 3aKjatoueHue: [eHepanu3oBaHHbI Na-
POZNOHTHT TsKenoii creneHu. [ToBTopHOe oOpallieHue K CTo-
MaToJIory B Bo3pacte 2 JieT ObUIO MO MOBOAY MPOOJIKAI0-
LLIefiCsl TOTepH MOJIOUHbIX 3yOOB. 3aKjI0ueHne CTOMATOJIOroB
OCTaBaJIOCh NPEXHUM: [eHepanu30BaHHbI NMAPOAOHTUT TS-
KeJIOi cTeneHu. bbio NpennokeHo U3roToBieHHWe HaKJanoK
IJ1s1 yJydlleHusl skeBaTesbHOM (yHKUMU. B Bospacre 4 ner
KOHCYJIbTUPOBaH OPTOMNENOM IO MECTY JKMTeJIbCTBa MO M0BO-
Iy COXpaHSIOLMXCsl 60Jieil B KOHEUHOCTSIX, YaCTbIX MafieHHil,
HapyLeHust ocaHku. [1o pesysnbratam ocMoTpa GbIIO NAHO 3a-
ktodenue: [lnocko-BanbrycHast nedopmaiisi J1€Boit CTOMbl,
HapylleHne 0caHKU. B Bospacre 6 jieT nocne He3HaYUTeNIbHO-
ro yzapa o KOCsIK y Maybuika OblJl JUarHOCTHPOBaH Mepesiom
KJIFOUMLbI.

B 2018 r. B cembe ponuics BTOpOii ManbuuK. PeGeHok
OT 2-i1 GepeMeHHOCTH, MpOTeKaBlleii Ha (OHE TOKCHMKO3a
| TprMecTpa, XPOHUUECKOI1 BHYTPUYTPOOHOI IMIOKCHH IO,
Ha 20-i1 Henene GepemeHHoCTH MaTh nepexecia OPBU. Pozpl
Ha cpoke 40 Henl., camocTosTeNbHble. Macca Tena npu posxaie-
Huu — 3240 r, anvHa — 52 €M, OKPYKHOCTDb roJIoBbl — 36 €M,
OLleHKa Mo 1wKase Anrap — 7/8 Ganos. PeGeHOK perynsipHO
HaOMIo/IaeTCsl CHeLMaNiCTaMy B MOJIMKIMHKKE, MPOBOASTCS
MHCTpyMeHTasIbHble oOcnenoBanus. C Bo3pacra 1 mec. MaJib-
uyuk Habmopaercss JIOP-BpauoM MO MOBOAY BPOKIAEHHO-
ro crpunopa. B 3 mec. pe6eHOK KOHCY/IbTHPOBaH HEBPOJIOrOM,
yCTaHOBJIEH A1arHo3: CHHIPOM MBILIEUHON AUCTOHMUU. Paxut
1-i1 cTeneHu, HauasbHbIE MPOSIBJIEHHS], 110 TOBOAY 4ero Obl pe-
KOMEHJIOBaH Kypc maccaxka v npueM Buramuna D. B 11 mec.
pebeHOK yras, v npH yAape BO BpeMsl MafieHusl C BbICOThbI CO0-
CTBEHHOIO POCTa y HEro BbiMajW 2 HIWKHUX pe3ua (puc. 1).
C posknenus y peGeHKa OTCYTCTBYET CaMOCTOSITENbHBIN CTYIL.

Puc. 1. BeinageHve 3y6oB 6e3 pe3opbLmm KOpHS y naupeHTa A.
B Bo3pacTe 1 rog
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Ta6bnuua 1. Pe3ynstathl 06¢cnegoBaHns NauMeHToOB, MEKOLLME HEMOCPEOCTBEHHOE OTHOLLIEHNE K OMarHoCTKe 3aboneBaHns

Mauwent P., Bo3pacT 6 net 4 mec. MauuenT A, Bo3pacT 1 rog

YposeHb P B guHamuke

0T 28,7 no 33,7 Ep/n
(Hopma 93-309 Eg/n)

YMepeHHbIA 0CTE0NOPO3 KOCTEN rofieHei, yMepeHHbIe BanbrycHble
nedopmauun

YMEPEHHOE CHIKEHWNE MUHEPASTbHOI NIOTHOCTW KOCTHOW TKaHN

Imnodhocdratasus, getckan popma (06ycnoBreHHaa MyTaumeil B reHe
ALPL ¢ ayTOCOMHO-PELIECCUBHBIM TUMOM HacneAoBaHus). [pexaeBpemeH-
HOE BbinageHne 3y60B. N0CKO-BanbrycHas yCTaHOBKa CToN. HapyLieHue
ocaHku. OcTeonopos

PenTtreHorpachus Tpy6yatbix KocTen

YMepeHHble 0ceBble AehopmaL KOCTeN roeHei, yMepeHHbIi 0CTeonopo3

[leHcuTOMETPHA BCErO TENA

JHA0CKONKMA NONOCTH HOCA, HOCOTNOTKH, FOPTaHK

HagropTaHHUK NoAKOBOOOPA3HOM (DOPMbI, XPALLM FOPTAHN CCHOPMUPOBAHbI NPABUILHO.

YepnanoBuAaHble XpALLM Cnerka yBenuyeHbl. HAoropTaHHnk 1 4epnanoBuaHble XpAaLm

- npu hOpPCMPOBaHHOM BAIOXE NPONA6UPYIOT B ropTaHb. [0NI0COBbIE CBA3KN ONEfHbIE,
CMbIKAOTCA MOMHOCTBIO. B rpyLLeBMAHbIX CUHYCAX CeKpeTa HeT. 3akntoyeHne: BpoxaeH-

MonekynsipHo-reHeTH4eCcKoe UCCNEe0BaHNE METOJIOM NPAMOr0 CEKBEHUPOBAHNS

BapuaHT HyKneoTuaHoM nocneaosatenbHocTn €.571G>A, p.Glu191Lys B reTepo3uroTHOM COCTOSIHUN B 6-M 3K30He reHa ALPL.
BapnaHT HykneoTugHoit nocneaoBaTensHocTyh ¢.662delG, p.Gly221Valf*56 B reTepo3uroTHOM COCTOSHIM B 7-M 3K30He reHa ALPL

[naruvo3

Mmnodocdratasus, getckan opma (06ycnosreHHan mytaumeil B rede ALPL ¢ ayTo-
COMHO-PeLeCCUBHbLIM TUMOM HacnefoBaHus). MpexxaeBpeMeHHoe BbinageHne 3y60B.
BapycHas gedhopmauns HKHUX KOHeYHOCTeN. M10CKo-BanbrycHas ycTaHoBKa CTon.

07 37,2 po 43 Ep/n
(Hopma 104-345 Ep/n)

HbIl CTPUAOP. JlapuHroMansums

OcTeonopo3. CTpuaop. PYHKUMOHANbBHBIA 3an0p

HaGniomast onHOTHMHBIE kanoObl M CHUMITOMBI Y JETeil,
pomuTeny oOpaTMIMCh K AETCKOMY 9HJOKPUHOJIOTY IS MC-
KJIIOYEHHs]  Hac/lenCTBeHHoro 3aboseBanus.  [lauueHtam
NpoBeNeHo KOMIUIeKCHoe oOcnenoBaHue B paMKax audde-
PeHLMaNbHON JUarHOCTUKM HapylleHuit (pOCPOPHO-KaNlbLU-
€BOro oOMeHa, OCHOBHble pPe3yJbTaThl MPEACTaBJIEHbl B Ta-
omiue 1. Ina noaTBepkAeHnsl auarHosa 'dd naumentam
M UX POAMTENSIM BBITOJIHEHbI MOJIEKYIISIPHO-TeHEeTHYeCK1e
uccnenoBanust B naboparopun G®IBHY «MI'HL», a okonua-
TeJIbHbII JUarHo3 yCTaHOBJIEH MpU 00CIeNOBaHUM B OTHeIe-
HUM KJIMHAYECKOi reHetvky VHCTUTYTa neguatpuy MM. akap.
IO.E. Benbrumesa ®rAOY BO PHUMY um. H.W. [uporo-
Ba Munszpasa Poccun.

Y marepu npobaHnoB ypoBetb LD cocraBnser 28,4—
36 En/n (mopma 30-120 En/n), momekyssipHO-reHeTH4e-
CKMIl aHanu3: MeTOIOM MNpsIMOTO CeKBEHWpPOBAHMS OIpere-
JIeH BapMaHT HYKJIEOTHUAHOM NOCIefoBaTeNnbHOCTH €.662delG,
p-Gly221Valf*56 B reHe ALPL B reTepo3uroTHOM COCTOSIHHUH.
Y ortua npo6annos yposetb LLId cocrasnser 38 Ex/n (Hopma
53—128 En/n), MONeKynsipHO-reHeTUUeCKHit aHaIn3: METOLIOM
TNPSIMOro CeKBEHWPOBaHMsI oNperiesieH BapHaHT HYKJIEOTHAHOM
nocnenosarenpHoct €.571G>A, p.Glul91Lys B rene ALPL
B I€TepO3UrOTHOM cocTosiHuu. Poxnurenu naumentos P. u A.
He MMEIOT KJIMHUYeCKHX MposiBleHni runopocdarasuu. bpak
He POZICTBEHHbIIA.

O6ouM nauyeHTaM ObUIO PEKOMEH[IOBAHO MpPOBeZeHHe
¢dbepmenTozamectutenpHoit Tepanuu. C mast 2020 r. no HacTo-
siliee BpeMsl JeTH MOJyyaloT 3aMeCTUTENbHYIO Tepamnuio fpe-
naparom acgotasa anbda B f03e 2 MI/KI Macchl Tena nyTeM
TMOJKOXHOI MHbeKUMK 3 p/Hefl. Koppekuus N03bl TPOBOIMT-
Csl C y4eTOM aHTPONOMETPUUYECKUX MOKa3aTesieil MaLueHTOB.

Ha ¢one Tepanuu y nereil Hauana pasBUBATbCS TMIIOKAJb-
uveMus, Kotopast norpeOoBana 3aMeCTHUTENIbHON Teparnuu
npenapaTtamu Kasnbuus. Jlo Hauana ¢epmMeHTO3aMecTUTEllb-
HOI1 Tepanuy nauueHTy P. Oblo NMpemioskeHO NPOBECTH TeCT
C 6-MMHYTHOM XOZIbOON [JIs OLIEHKM TOJIEPAHTHOCTH K (pU3H-
4ecKoii Harpy3ke. B xozie BbIMosIHeHNs TecTa pebeHOK MpoLLen
320 M, 4TO COOTBETCTBYET 59% OT HOPMaJIbHOTO MOKa3aTessl
y 3710pOBbIX CBEPCTHMKOB. Ha (hoHe Tepanuu oTMeuaeTcs Xopo-
11as NOJIoKMTesNbHas AuHamuKa. C HauanoM Tepanuu y Mallb-
YMKOB MPEKPATUIOCh BbinazeHue 3yOoB. Y crapiuero Opara
Ha MeCTe BBIMABLIMX MOJIOYHBIX 3yOOB pacTyT MOCTOSIHHbIE
3y6bl. [Maument A. (Mnanmwmii 6pat) moceluaet AeTCKuMil caf,
pacTeT ¥ pa3BMBAaeTCsl COOTBETCTBEHHO Bo3pacty. Y pebeH-
Ka yepe3 10 fHeit OT Hauana Tepanuu MosSIBUIICS CAMOCTOSITEb-
Hblil CTys. XOpolIo crpasisieTcs ¢ pU3MUYecKoil HarpysKoit.
Y ManbuuKa yMeHbLUIMIUCh NposiBieHust crpuaopa. B Mucrury-
te neauarpuu uM. akag,. [0.E. Benbruiesa ®TAOY BO PHUMY
uM. H.U. Tluporosa Munsnpasa Poccun vepes 5 mec. ot Ha-
yajia Tepanuy MpoBefieHa 3HAOCKOMMS MOJIOCTU HOCA, HOCO-
IJIOTKM, ropTaHd. HanaropraHHMK moakoBooOpasHoi ¢opMbl,
XpsILLY ropTaHu cpopMUpOBaHbI NpaBuibHO. YepnanoBuHble
XPSILLYM YBeJIMUEHbl, CIIM3UCTast X r’UIepTpodUpoBaHa, HaArop-
TaHHUK MPKU GOPCHPOBAHHOM BIIOXE Terepb He mponadupyer
B ropraHb. [0y10cOBble CBSI3KM OrenHble, CMBIKAIOTCS TOJIHO-
CTblO. B rpylieBuaHbIX cUHYycax cekpeTa HeT. JlaHo 3akoue-
Hue: BpoxzaeHnelii crpunop. 'mneprpodus yepnanoBUOHbIX
xpsweii. Jlapunromanauus. [lo pesdynbratam npoBeneHHOro
o6crnenoBaHust GbUIO PEKOMEHIOBAHO IMHAMUYECKOe Habo-
ZieHre OTOPMHOJIAPUHIOJIONOM W NPU COXPAaHEHWU CTPULOPO3-
HOTO JbIXaHMsI B JJaJIbHeEliLIEeM pellieHue Bonpoca 00 onepaTyB-
HOM JIeUeHNY — apUTEHONOTIIACTUKH.
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@M)K SHAOKPUHO MO S

Maument P. (crapuumii Gpar) oueHb aktuBeH. Kataercs
Ha Benocurene. 3abbUl MPO yTOMJSIEMOCTb, 6O B KOHEY-
HocTsix. [lpu mpoBeneHnK 6-MMHYTHOTO TecTa 4epe3 3 Mec.
OT Hauana Tepanuu peOeHOK 0e3 Tpyna MpOLIeN paccTosi-
Hre B 580 M — 96% OT HOpPMaJIbHOTO MOKa3aTess AJs feTeit
B Bo3pacre 7 jeT. Yepe3 1 rox oT Hauana Tepanuu peGeHOK
Haya’ MoceLaTh CIIOPTUBHYIO CEKLMIO 1 B HACTOSILIEE BPEMSI
aKTMBHO 3aHMMaeTcst ¢pyroonom. [1pu nocnenHem obernenosa-
Hum (mekabpb 2021 r.) nokasarenu LLI® B kpoBu y crapiuero
1 Miaauero 6patbes coctaBunu 6780 En/nu 5920 En/n coort-
BETCTBEHHO. Pe3ysibrarhbl JI0NOJIHUTENbHBIX METOLOB UCCIIENO-
BaHUs IPeCTaBJIeHbl B TabnHLe 2.

EnnHcTBEHHBIM OCIIOKHEHeM POBOAUMOI TepaIuu siBJisi-
€TCsl MECTHasl PeaKkLysl B BUZe TMIepeMUy B MeCTax MHbeKLMi
npenaparta (puc. 2). JlaHHOe OCJIOXXHEHUE SIBJISIETCS Pacrpo-
CTPaHEeHHbIM U, [0 JaHHBIM JIMTEpATypbl, BCTPEYaeTcs y mna-
LIMEHTOB, nonyyatoiux nedenue [11]. [pumenenne acdorasnl
anbda MOKeT BbI3BAThb Pa3BUTHE PEAKLMIi B MeCTe MHbEKLUN
(BKJIOYAst, HO HE OrPaHMYMBAsICh ITUM, IPUTEMY, Chillb, 0Oec-
LiIBeuMBaHue, 3ya, 60Jib, Namnysy, y3eaoK, aTpoduio), KOTopble
ornpeziesieHbl KaK CBsI3aHHblE C Teparnueil HexkenaresibHble sIB-
JIeHVis], BO3HMKAOLLMe BO BPeMsl IPOBeAEeH!s] MUHbeKLIMY WITH J10
KOHLIA JHSI, B KOTOPbIi IPOBEZieHa NHbEKLIMSL.

OBCYXXIEHUE

AHanM3 JaHHOTO CeMeHOro ciyuast 3a00JIeBaHMs JEMOH-
CTpUpYEeT, YTO KJMHMYeckue mnposieieHuss PP ouenb pas-
HOOOpa3Hbl, 3aTParMBalOT MHOTHME OpraHbl M CUCTeMbl. B pe-
3y/bTaTe TaKoW MOMMMOP(HOCTU KIMHMYECKUX CUMITOMOB
1 HEIOCTaTOYHOI OCBENOMJIEHHOCTH Bpaueii netv Habmoza-
JIMCb Y pasHbIX CMELMaluCTOB, MOJyyas TOJIbKO CHUMITOMATH-
veckylo Tepanuio. Knunnueckue nposinenust QP y nHammx
MaLMeHToB ObUTM TUIMYHBI JUTs JAHHOTO 3a00JIeBaHMst U COOT-
BETCTBOBAJIM MX ONMCAHMUIO B COBPEMEHHOI JInTeparype. bparbst
MIMEJM paxuTononoOHble feopMaLii KOHEYHOCTEH, MblLley-
HYIO C71a00CTb, UIOXYIO EPEHOCUMOCTb (HPU3UUECKON HAarpy3KH.
VY nereit B aHamMHe3e BbISIBJISUIOCh PaHHee BbiNaieHe MOJIOYHbIX
3y60B — BasKHbIi1 AMArHOCTHYECKUIA KPUTEPHFt P MOCTAHOBKE
auarHo3a ['®®. OnHako JaHHbIA CUMITOM He Obll afieKBaTHO
OLIEHEeH, YTO OTOZIBUTaJIo CPOKM MOCTAHOBKM AMArHo3a. Y 0HOro
13 OpaTbeB MMeJM MECTO MPOSIBIIEHKS] BPOSKAEHHOTO CTPUAOpa
¥ 3anopa. B coBpeMeHHoit nuTepaType He ONMCaHbl 3TU COCTOSI-
HUS KaK nposiBiiennst [P®. OnHako Ha ¢oHe Tepanni y pebeHka
HOPMaJM30BaJICsl aKT AedeKaLuu, OTCYTCTBYET MOTPeGHOCTb
B MeJMKAMEHTO3HbIX Mpernaparax. BoaMoxHO, 0nHOI 13 mpu-
UMH Pa3BUTHS 3aropa Morya ObiTb MMIepKaybLiieMHs, KOTopast
umMeet mecto npu 'O 10 HasHaueHNs: HGepMEHTO3aMeCTUTETb-
HOI1 Tepany. Tak Kak CTPUAOP — 3TO He 3a00seBaHMe, a CUM-
MTOM KaKO¥-1MO0 MaTosiorku, a B IaHHOM ciyyae y pebeHka
MMeeT MECTO JIAPUHTOMAJISILMS, OTHOCSILLASICS! K TKAaHEBbIM T0-
pOKaM pasBWTHSI TOPTaHHM, B OCHOBE KOTOPbIX JIeXKaT MPOLeCChl
IMCXPOHUM — BPOKIEHHOTO HApYLLEHHUs! TEMIIOB PA3BUTHSI TKa-
Hell, BO3HUKAET BOMPOC: He MOT JIM BHYTPUYTPOOHBIi AedpuLuT
LLI® criocobcTBOBaTH GOPMUPOBAHHIO JAHHOTO MOPOKA?

HecBoeBpemeHHasi nuarHoctrka 3a0onieBaHMsI TPUBOIUT
K OTCPOYEHHOMY HasHaueHWI0 (pepMEeHTO3aMeCTUTEeNIbHO! Te-
parmu acoTasoit anbga. BaxkHoit ocobeHHocTbio [ sBns-
€TCs1 MPOrPecCUpYIOLINii XapaKkTep TeUeHHs, U eClM MpU Ma-
HUPEeCTaLU1 ONpeAessICs TOJNbKO OAMH CUMIITOM (Hanpumep,
TMIIOTOHMSI C MOMEHTa POXIeHHUs1), TO B YCIIOBUSIX AedULHTa
¢depMeHTa KIMHUYeCKHe NpOSIBJIEHUS HapacTaloT U YTSKess -
IOT TeueHue 3a00JeBaHMsl.

Ta6bnuua 2. Pe3ynsraTel 06cnefoBaHus NaumMeHToB

MNokasarenb "a“;'.em "a“:.em
Kanbuui o6wwnit, MMosib/n 2,79 2,71 2,2-2,6
IOHN3MPOBAHHbIN KanbLyii, MMONb/N 1,27 1,14 1,13-1,32
®ocdop, Mmonb/n 0.91 11 0,87-1,45
MapatnpeounaHbIin rOPMOH, Nr/mn 26 37,5 16-87
25-0H sutamut D, o6wmit, Hr/mn 32,4 39,0 30-100

Puc. 2. Peakuumu B MecTax NOAKOXHbIX UHBEKUMIA acdhoTasbl
anba

HanGonee nmpocTelM M HOCTYNMHBIM MeTOROM AnddepeH-
LIMabHOM AMarHOCTHKY 3a00JIeBaHMsl SIBIISIETCS ONperesieHne
ypoBHs aktuBHOCTH LLI®. [1719 nocTaHOBKYM AMAarHo3a y nauueH-
TOB MCII0JIb30BAJIOCh COYETaHNE KIIMHUYECKUX CUMIITOMOB 3a-
GosneBaHMsl, XapaKTePHbIX U3MEHEHHI1 NPU NMPOBENEHUH PEHT-
reHOJIOTUUECKOTO UCCIIeI0BAHNS M CHU>KEHUS! akKTUBHOCTH LI
HIKe HopMbL. Takke Oblla IPOBeZieHa reHeTHuecKast Bepudu-
Kauusl, MO3BOJIMBLIAS BbISIBUTb MyTalyu B rene ALPL.
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KAMHMYeCKag NpakTuKa

Pannss puarnoctrka O® umMeet cyliecTBeHHOe 3HaUeHHE
B CBSI3W C TMOsiBJIeHWeM (epMeHTO3aMeCTUTENIbHOM Tepanuu
acorazoit anbda. C yuerom NporpeccupyloLlero xapakrepa
BPO3KIEHHOr0 3a00J1eBaHNsI paHHee Ha4aslo JieueHusl O3HavyaeT
JIy4LIMiA MPOTHO3 C TOYKM 3PEHNS Pa3BUTHS OCJIOKHEHUIA U MH-
Banuausaumn feteit. letn ¢ I'OD tpebyoT ArHAMUUECKOro
HaOJIONEHNs], TaK KaK Ha (OHe Tepanuu BOCCTAHABJIMBAIOT-
Csl TEMITbl X POCTA U Pa3BUTHS, UTO TpebyeT CBOEBPEMEHHOM
KOppeKLuH 103kl penapara acgorasa anbda.

B npencraBneHHbIX KIMHMYECKHX HAOJIONEHMSIX Tepa-
nust acpoTazoil anbda noAaTeepansa CBOK 3QPEKTUBHOCTD:
110 UTOraM epBOro rozia JiedeHusl MauueHTbl MPOAEeMOHCTPU-
poBanM XOpoLIMe TeMIbl pOCTa C KOppeKuuei aepopMauuii,
TMOBBILLIEHNE MbILIEYHO! CHJIbI M TOJIEPAHTHOCTH K PU3NUECKUM
Harpyskam, KymupoBaHMe OOJIeBOrO CHHAPOMA, YIlydlleHHe
KayecTBa KOCTeit MO JaHHbIM KOHTPOJIbHBIX PEHTreHOrpamm,
npekpallieHre BbinaneHus 3yo6oB. Y mereit Ha ¢GoHe Tepanuu
YIIYUIIMIOCh KayeCTBO JKM3HW. JTHU pe3ysbTaTbl MOJHOCTbIO
COINIacylOTCsl C OMyONMKOBAaHHBIMM B MEKIYHAPOAHOM JN-
TepaType JaHHbIMM — (epMeHTO3aMeCTUTesNbHasl Teparnusi
obecreyrBaeT MIUHEPaNTU3aLMIO KOCTHOI TKaHH U COCOOCTBY-
eT HOpMaJM3aly pocta U pasBuThs pebetka, GopmupoBa-
HUIO MOTOPHbIX HAaBbIKOB, YJyULIEHUIO Ka4eCTBa Xu3HU [12].

SAK/IOYEHUE

AHanu3 cemeitHoro ciydvast 3aboneBanusi [OD mosBons-
€T PEeKOMEHZOBAaTb MPAaKTUKYIOWMM CrelyanicTaM MpU Ha-
JMUMM Y TalMeHTa 000N KOCTHOM MaTolorMu C paxuro-
NofoGHbIMKM  TIPOSIBNIEHUSIMM,  PaHHEro  BbiMazjieHust  3yOoB,
MBILLIEYHON I'MITOTOHUH POBOZMTH 00SI3aTENbHYIO OLIEHKY YPOBHSI
LL1d — crapToBoro 1abopaTopHOro TecTa 1 B AajIbHEMILIEM OCHOB-
HOTO 7]a60PaTOPHOrO TeCTa sl OATBepKAeHHs AuarHosa [Od.
[pn nuTepriperaumn pesynbratos usmepenust LLIO kpaiiHe BaskHO
UCIONb30BaTh pedpepeHCHble AManasoHbl C yUeToM MoJsia U BO3-
pacra nauyenta. Pannsisi nnarnoctvka ['@®d, ocHoBaHHas Ha Co-
YeTaHUU KJIMHUYECKUX NPU3HAKOB, HU3KOro ypoBHs LD, 1 npu
Hanuuuy MyTauuii B rese ALPL no3sonseT 3¢peKTUBHO UCMOIb-
30BaTb (PEPMEHTO3aMECTUTEJIbHYIO Tepanuto acdoTasoit anbda,
nono0paThb NpaBUJIbHYIO TAKTHKY BeEHNs], 3HAYUTEIIbHO MEHSITb
NporHo3 Ans nauueHTos ¢ ['Od. Yepenosanue obrnacreit npose-
IeHUst MHbeKLIMIA 00ecrednT 3¢ eKTUBHDII KOHTPOJIb 38 BO3HHK-
HOBEHMeM peakLiil B MecTax BBeJleHus Npenapara.

I'nnopocdarasuss — 3T0 MynbTHCHCTEMHOE 3a00seBa-
HUe, Tpebylolllee OT Bpaueil pasHbIX CHELUATbHOCTeN 3Ha-
HUIT O KJIMHMKe 3a60JIeBaHNs sl PaHHEll ero AMarHoCTUKM
M B HajibHeilllleM aKTUBHOTO OWHAMMUYECKOro HaOMI0feHus
Ha ¢oHe (epMeHTO3aMeCTUTeNbHOM Tepanuu acdoTasoi
anbda.
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