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HacaencrBennsrit runogocharemuueckuit paxur ¢ runepraiasuuypueii (HHRH; MKB-10 E83.3;
OMIM Ne 241530) — pekas ayToCOMHO-peliecCUBHO HacieayeMas popma runodocdareMuyecKoro
paxura, cBa3aHHaa ¢ myranusavu reia SLC34A3. B oranuue ot 6ojee yacToii ¢opmbl rumodoc-
(paTeMHUECKOTO paxuTa, 00ycjoBiaeHHOro myramusavu reHa PHEX, nmpu naHHOM 3a00JieBaHUU
OMOXMMUYECKUMH OCOOEHHOCTAMM SIBJIAIOTCS THUIEPKAJbIUYPHUA IIPH HOPMAJIHbHOM/CHUIKEHHOM

COepP’KaHNH MAPATrOPMOHA U HOPMAJIHHOM/IMOBHIIIEHHOM YPOBHE KAJBIMTPHUOJA B KPOBH, YTO
HEeOo0XO0QUMO YYHUTHIBATHh NPH HA3HAYEHUH MeJUKAMEHTO3HOro JieueHus. IIpUBOIUTCA KIMHUIECKOe
HabaroneHne Maabunka 13 jer, posKIeHHOro OT POJCTBEHHOr0 GpaKa, MepBLIMM IPU3HAKAMY PaXU-
TONOXOOGHOr0 3a00/€BAHUS Y KOTOPOIrO CJIYKUJIH BaJbrycHas qedopManus HUKHUX KOHEYHOCTEH ¢
1,5 ner u panauii HePporaabUUHO3 ¢ 5 Jer. IIpu 06cieOBAHUY B FeHETUYECKON KIMHUKE, IOMUMO
IepPevYNCIeHHbIX MPU3HAKOB, BBIABJIEHbI CHUKEHUE MOKa3aTeseil (DpM3NUeCKOro pa3BuTHA, 00JH B
HOrax, KOMOMHMPOBAHHBII TPYIO-MOJCHUYHBI CKOJHO03 I cTemeHH, IIOCKO-BAJIBIYyCHBIE CTOIBI,
BBIPAsKEHHBII 0CTEONO0PO03, a TaKkske HapyueHus: pocdopHoro oomena (runodocharemus, runepdoc-
darypus, BEICOKHI MOKAa3aTeNb IeJ0YHOl docdhaTasbl KPOBH), UTO CBUAETEIHCTBOBAJIO O HATUIUH
runodocharemuueckoro paxura. OHHAKO 0TMEYATUCH TMIEPKAIBIUYPHUS, HOPMAJIbHbIE TOKA3aTe/ N
KaJbIUTPHOJIA U OTCYTCTBHE THIIEPIAPATHPE03a, YTO OOBIYHO He HAGJIIOHAETCH Yy JeTell ¢ MyTalu-
avu reHa PHEX. Boiasnena myranus p.Argd85Cys B 13 sx3one reHa SLC34A3 B roM0O3UTrOTHOM
COCTOSIHMH, YTO IO3BOJIUJIO YCTAHOBUTh TUATHO3 HACJIEICTBEHHOr0 runmod)ochaTeMuIecKoro paxura
¢ runepragbuuypueii. Boisiienne npupoasl 3a60J€BAHUS NPUBEJIO0 K U3MEHEHHI0 TAKTUKH MPOBO-
JHMOI TePaNmeBTHYECKON KOPPEeKIUH — OTMeHe IpernaparoB BUtTaMuHa D, KOTOPBII CIOCOGEH ycu-
JIMTh KAJIBIUYPHUIO M YCYTyOUTH JKM3HEYTPOKaIolee MopaskeHue nouyevynoi tkanu. Ilpencrasiennoe
HAOJIIOeHNe JeMOHCTHUPYET, YTO MOJEKYJIAPHO-TeHeTHYeCcKass BepudUKAIUA [M03BOJSIET BHIIBUTH
penxue ¢hopMbI HATOJIOTUM, TPEGYIOLME H3MEHEHN IOX0/]a K JICUSHUIO0 pefeHKA.

Enrwouesvie cnosa: nHacredcmeenHblil zunogocamemuieckKuil paxum ¢ zunepkaivyuypueil, zen
SLC34A3, demu, eumamun D.
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Gopma zunopochamemuyeckozo paxuma, o0ycnrosrennozo mymayuamnu zena SLC34A3: ocobennocmu
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A RARE FORM OF HYPOPHOSPHATEMIC RICKETS DUE TO
MUTATIONS IN THE SLC34A3 GENE:
DIAGNOSIS AND TREATMENT PECULIARITIES

Clinical Research Institute of Pediatrics named after acad. Y.E. Veltischev, Pirogov Russian National Research Medical
University, Moscow, Russia

Hereditary hypophosphatemic rickets with hypercalciuria (HHRH; ICD10 E83.3; OMIM No.
241530) is a rare autosomal recessively inherited form of hypophosphatemic rickets associated
with mutations of the SLC34A3 gene. In contrast to the more frequent form of hypophosphatemic
rickets due to PHEX gene mutations, biochemical peculiarities of this disease are hypercalciuria
with normal/decreased parathyroid hormone and normal/increased levels of calcitriol in blood,
which must be considered when prescribing medication treatment. The article presents clinical
observation of a 13-year-old boy born of a consanguineous marriage. The first signs of a rickets-like
disease were valgus deformity of the lower limbs from 1,5 years and early nephrocalcinosis from 5
years. Examination in the genetic clinic, in addition to the listed symptoms, revealed a decrease in
physical development, pain in the legs, I-grade combined thoracolumbar scoliosis, flat-valgus feet,
severe osteoporosis and phosphorus metabolism disorders (hypophosphatemia, hyperphosphaturia,
high blood alkaline phosphatase). All these symptoms indicated the hypophosphatemic rickets.
However, hypercalciuria, normal calcitriol indices and the absence of hyperparathyroidism were
detected, which unusual for children with PHEX gene mutations. A p.Arg485Cys mutation in
exon 13 of the SLC34A3 gene in the homozygous state was found, which allowed to diagnose
hereditary hypophosphatemic rickets with hypercalciuria. Identification of the disease nature led
to a change in therapeutic correction tactics — cancellation of vitamin D drugs, which can increase
the calciuria and aggravate the life-threatening damage to renal tissue. The presented clinical
case demonstrates that molecular-genetic verification allows to reveal rare forms of pathology
requiring changes in treatment tactics.

Keywords: hereditary hypophosphatemic rickets with hypercalciuria, SLC34A3 gene, children,
vitamin D.

Quote: EA. Nikolaeva, S.Yu. Kuznetsova, V.Yu. Voinova, Yu.l. Davydova, M.N. Kharabadze. A rare
form of hypophosphatemic rickets due to mutations in the SLC34A3 gene: diagnosis and treatment
peculiarities. Pediatria. 2018; 97 (6 ): 69—73.




T'unodocharemuuecKkuil paxut — rereporeHHas
rpyImma HacJieJCTBEHHBIX 3a00JeBaHUil, XapakTe-
PUBYIOIINUXCA HUBKUMU TOKasareaaMu docdopa B
KPOBU, PAXUTOMOJOOHBIMY N3MEHEHUSIMHU CKeJeTa,
3aJIEPIKKON pOCTa IeTeil, mopaskeHneM IPYTUX opra-
HOB U cucteM opraHusama [1, 2]. HauGosee uacrto
(oxoso 80% cayuaeB) BcTpeuaeTca X-CliemJIeHHASA
OOMUHaHTHada (@Qopma runodochareMudecKo-
To paxuTa, CBsA3aHHasa ¢ myranuamu reia PHEX
(Phosphate regulating endopeptidase homolog,
X-linked), KOTOpBIH 9KCIIpecCUpPyeTcsa B ocTeobsa-
cTax, OCTEOIUTaX U OJOHTOOIacTaX U KOQUPYeT (oc-
daTperyaupyroiuit 6eJI0K, OTHOCAIIUICA K KJIAaCCy
sHAomenTuxa3. Hacrora 3ab0JI€BaHUA COCTABJISIET
1:20 000 merckoro nHacemenus [3, 4]. IlaTorenes
0o0ycJIOBJIeH HapylleHueM peabcopbrimu (ochaToB
u merabosm3Ma BuUTamMuHA D; B IOCIEIHUE TOIBI
MHOTVE 3BeHbs IMaTOreHe3a X-CIeIJIEHHOTO THIIO-
(dochaTemMuueckoro paxmra CBA3BIBAIOT C aKTHUBa-
mueit axropa pocra (pudpodsactos 23 (FGF23),
obsnanmaroriero docharypuueckum apdexrom [4—6].

Kpome BbIllleyKasaHHON (QOPMBI, B TpPYI-
ny runodgocaTeMUUeCKOTO0 pPaxuTa BXOAUT DAL
Ipyrux, 0OoJjiee pemKo BcTpedaroIuxca 3aboe-
BaHWM, BBI3BAHHBLIX gedextamu reHoB CLCNS5,
DMPI1, ENPP1, KL, FGF23, SLC34A1, SLC34A3,
FAMZ20C, SLC9A3R1. 9tu 3aboyieBaHUA HMEIOT
CXOOHYI0O CUMITOMAaTHUKY, OJHAKO pa3jiudyaioTcsd
HEKOTOPBIMU KJIWMHUYECKUMHU MPOSIBICHUIMU, OCO-
OeHHOCTAMMY HaCJeIOBaHUSA, MaTOreHesa U, IJIaB-
HOe, JIeUeHUS.

HacnenctBenHbI  runodochareMuuecKui
paxut c¢ runeprainbnuypueii (HHRH; MKB-10
E83.3; OMIM Ne 241530) o0ycaoBJeH MyTaIu-
avmu reHa SLC34A3 (Solute carrier family 34,
member 3), KOTOPBIA KOAUPYET HATPUI-3aBUCH-
MbIft KoTpaHcuopTep docdaros Ilc Tuna (NaPi-Ilc/
NPT2c). Yacrora saboneBaHUA He YyCTaHOBJIEHA,
OPUMEeHTHPOBOUYHBIE NAaHHBIE YKas3bIBAIOT Ha Kpaii-
He HusKyio yacrory <1:1 000 000 macenenus [7],
YTO, MO-BUAUMOMY, HE COOTBETCTBYET A€ CTBUTEIb-
HOCTH, & SBJISIETCS CJIEACTBUEM TMIIOUATHOCTUKU
aToU (hopMEI runodochaTeMUIecKoro paxmura.

CBenmeHua o 3abojieBaHUU BIIEPBBIE IIPEACTA-
Bunu P. Royer um coaBr. (1962) u M. Tieder u
coaBrT. (1979, 1985), KoTOphLIe B ceMbAX OEIYUHOB
HaOJI0a1 MAIMeHTOB C PAXUTOMOLO0HBIMU HAPY-
MIeHUSIMU ¥ BBICOKOI MOUEUHON dKCKpEI el Kajab-
nua [8-10]. B cBA3u ¢ aHAJOTMUYHOI IaTOJIOTHEN
y cubCOB M HaJIUYWEM POJACTBEHHBIX OpPaKoB OBLI
cesaH BBIBOZ 00 ayTOCOMHO-PEIleCCUBHOM THIIE
HacsaenoBauusd 6osiesuau. B 2006 r. y 60IbHBIX OBLIN
BIIEPBBIE€ BBISBJEHBI TOMO3UTOTHBIE WJHW KOMIIA-
YHI-TeTepo3uroTHeie myranuu reia SLC34A3 [11].
K macrosIemMy BpeMeHU UAeHTU(GUITMPOBAHO OKOJIO
70 maTOreHHBIX W BEPOSATHO MATOT€HHBIX HYKJEO-
TUOHBIX 3aMeH B JAHHOM TreHe, 0OJbIIas YacTh
mpejcTaBieHa MeJIKUME Jejenusamu. ['eH KapTupo-
BaH HA JJIUHHOM ILJIeue XPOMOCOMBI 9 — B y4yacTKe
9934 u sKcIpeccupyeTcsa B OCHOBHOM Ha allUKaJjb-
HOM MeMOpaHe KJIETOK MPOKCUMAJIbHBIX MOUYEUHBIX
KaHaJbIlEB, a TaK:Ke B KocTax [11, 12].

Komgupyembiit remom SLC34A3 Genok-TpaHCe-
noprep NaPi-IIc cocroutr m3 599 aMHUHOKHUCIOT.
B HopMme sTOT GesoK obecrieumBaeT peabCcopOITHIo
dbochaToB B MPOKCUMAJIBHBIX ITOUEYHBIX KaHAJb-
1Iax, IPOIECC KOHTPOJUPYETCA MapaTUPEOUTHBIM
ropmouom (ITTT) u FGF23. Medpekr Genxa NaPi-
IIc BemeT K HApYIIeHUIO TYOYJIAPHOMN peabcopOIrimm
docdopa u MOBBIIIIEHHOIT €T0 9KCKPEIINH, B PE3YJIb-
TaTe uero passBuBaercA runodocharemusa. [lorepa
dbocharoB ¢ Mouoii 0OyCIOBIMBAET aKTUBAIUIO
1 -TUAPOKCUIABEI, OCYIIECTBIAIONIEH TUAPOKCUIN-
poBanue 25-rugpoxkcuBuramuaa Dg B 1,25(0H),D;
(xkanbruTpuos). IIoBhIlIeHNE YPOBHSA 3TOTO aKTUB-
HOTO MeTaboJuTa IPUBOAUT K CYIPECCUU CUHTEe3a
IITT, yBennueHUI0O KUIIEUHOM abCOpPOIIUMU Kajb-
IUSA U CHUKEHUIO ero peadbcopOIuu B AUCTATBHBIX
TIOYEeYHBIX KaHAJbIlaX C TOABJIEHNEM I'MIePKaIbIln-
ypuu (cM. pucyHOK). CiiecTBUEM YKa3aHHBIX MeTa-
00TMYEeCKUX HaAPYIIEHUH CJY:KaT PaHO PasBUBAIO-
muecda HepporaIbIMHO3 U Hedposnuruas [12-14].

ITepBble mpusHaKy 3a60eBAHUA OOBIUHO MAHU-
(hecTupyOT B AETCKOM BO3pacTe: 00JaM B HOrax,
MBINIIEYHAs cJabocTh, HapyIIeHue IOXOOKH,
3a7lep’KKa CTAaHOBJEHUA CTATUKO-MOTOPHBIX (QYHK-
Uit 1 pocTa pebeHKa, paxuTuuecKue nedopMaium
HUKHUX KoHeuHOCcTel. Ha peHTreHOrpaMMax AJIMH-
HBIX TPYOUATHIX KOCTEI OIpPelesIAI0TCSI OCTEOIIOPO3,
yBenuueHre MeTadusoB. [IouTy y m0OJI0BUHBI 00JIb-
HBIX HaOJII0JaI0TCsa He()POKAJIBIINHO3 1 He(POJIUTHU-
a3, KOTOPbIe B HEKOTOPHIX CAyUasaX CIAYKAT IIEPBHIM
KJIMHAYECKUM IIPUSHAKOM U IIPEAIIECTBYIOT (Op-
MUPOBAHUIO PAXUTOIIONO0HBIX UBMEHEHUH CKeJIeTa.

XapakTepHble 0OMEHHbBIE HAPYIIIEeHUA: TUIO(OC-
dbaremus, runepdocdaTypusa U TUNEPKATBIIUYPU,
BBICOKAasI aKTUBHOCTH ITeJIouHO# (hocharassl (II[D).
IIpu sTOM OTMeUaeTCA HOPMAJILHBLIN YPOBEHb Kajlb-
mus, I[IITT u FGF23 B KpoBu, HOPMAJIbHbII MM TOBBI-
meHHBIH ypoBeHb 1,25(0H),D;. IlpmmeuaresnvHO,
YTO aHAJOTUYHBIE, XOTSA U MEHee Cephe3HbIe, MeTa-
Oosimueckue HApyIIeHuA (IIPesk /e BCero, TUIepKab-
nuypusd, runepdocharypus, yBeIndeHNE COLepKa-
HUA KaJIBIIUTPUOJIA B KPOBU) HAOIIOAIOTCA U Y TeTe-
POBUTOTHBIX HOcUTeJsiell MyTanuii B rene SLC34A3.
ITo panusiM D. Dasgupta u coast. [14], y 16% (10 us
61) reTepo3UTOT AMATHOCTUPYIOT HE(PPOKATILIIMHO3
uau HePOJIUTHAS, UTO 3HAUMMO IPEBHIIIAET IOIy-
JSAIUOHHYI0 yactory (5,6% ).

TakuMm o6pasoM, KJIWHHUYECKasd KapTUHA
HacJeNCTBEHHOr0 TunodochaTeMUUecKoro paxura
C TUIIEPKAJBIIUyPUEH CXOAHA C IPOABICHUAMU PY-
rux 3a00J€BaHUM BTOM TPYHIBI, B T.Y. C CUMIITO-
MaTUKOW caMoi dYacToil (OpMbI — X-CIIEIIJIEHHOTO
runodochareMUUeCKOTO paxuTa, CBA3AHHOTO
¢ myranuamu resa PHEX. Pasnuumsa kKacamoTcd
YacTOTHI BCTPEUAEMOCTH U CPOKOB MaHU(DeCTaIuu
He(dpokambiinHo3a/muTnasa. [Ipum X-clemnjaeHHOM
runodocaTeMUUECKOM PaxXUTe STU HaPYIIEeHUA
TMOABJAIOTCA T03Ke U OOBIUHO pPacCMaTPUBAIOTCA
KaK OCJIO}KHEHUS Tepaluu mpernapaTaMyu BUTaMUHA
D. B T0 :Xe BpeMsa UMeIOTCs CYIIeCTBEHHbIE Pa3Jjin-
uuA MeTaboJInUYecKUX MoKasareseii. [Ipu myranuax
reaa SLC34A3, B oriuume oT myTtanuii rena PHEX,
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OTMeuUaeTCsa TUIEPKAJbIUYPUA HPU HOPMaJbHOM
(unu cHukenHoM) cogepskanuu IITI u HOpMAabL-
HOM (MM TIOBBIIIIEHHOM) YPOBHE KAJBIIUTPHUOJIA B
KPOBU, UTO HEOOXOAUMO YUUTHIBATH IPU HazHaUe-
HUU MeJNKaMeHTO3HOTO JIeUeHUd.

Hu:xe mpuBommm HabJofeHme 3a pebeHKoM,
CTpPaZamIIUM ayTOCOMHO-PEIeCCUBHON (opMOi
runogocareMnuecKoro paxuTa, CBA3aHHOTO C
nedexTom reHa SLC34A3. YcraHoBIeHNE TPUPOIEI
3a00JIeBaHUS IPUBEJIO K U3MEHEeHUI0 TAaKTUKHU TIPO-
BOJIMMOI TepaIeBTUUYECKON KOPPEKITUN.

Manvuux M. oCTyInI B OT[eJIeHAE KJINHUYECKON
remeTuku HayuHO-MCCJIE[0BATEIBCKOTO KJINHUYECKOTO
uHCTUTYTa memuatpuu uMm. axkajn. H0.E. Benbruiesa B
BoapacTe 13 JeT ¢ kajiobaMu Ha 3aJepP:KKy pocTa, 00Ju
u qeopManuio HUMKHUX KOHEUHOCTEH, HUBKYIO IePeHo-
CUMOCTb (pu3uuecKoil Harpysku. AHajaus POAOCIOBHOM:
pebeHoOK OT POACTBEHHOTO OpaKa, POAUTEU U 2 POAHBIX
6para (20 et u 9 JieT) 3[0POBLI; ¥ IBOIOPOAHOTO OpaTa 1mo
MaTEePUHCKOM JIMHUU OTMEeYaroTcs qedopManus HIKHIX
KOHEUHOCTEe! 1 HU3KOPOCJIOCTh.

Anamvues xusau: maabuuk oT III 6epemennoctu (I1
0epeMeHHOCTDb ¥ MaTePU 3aKOHUMJIACh CMEPTHIO PeOeHKA B
pozax), mpoTrekasiei Ha ¢oHe anemuu. Pogsr 111, pusuo-
goruyeckue. Macca Tesna npu poxgenun 3700 r, gimHA
54 cMm, omeHKa 1o mkaJge Amnrap 7/8 6aanos. Ha mepsom
roJly JKU3HU Pa3BUBAJICA IO BO3PACTY.

Anamvues 0osiesHu: B BospacTe 1 roma oTMevasnCh
npusHaKyu paxura (paXUTUUYEeCKUe «4eTKU» U «Opacier-
Ku»). B Bospacte 1,5 JeT mosBuIach BaJbrycHasd medop-
Malnusa HUMKHUX KOHeuHocTei. HabOamomancsa meguaTpom
[0 TOBOJY PaxWTa, HEePUOLUUYECKHU IIOJIyYaJl IpermapaThl
sutamuHa D B fo3e 2000 EIl/cyT. B Bo3pacre 5 jer mpu
YJIBTPA3BYKOBOM MCCJIENOBAHUU OBLIN BIIEPBBHIE BBIABJIE-
HBI M3MEHEHUs B IIOUYKAX U 3aI0J03peH He()POKAIbIU-
HO3. B manbHeiimem Habsarogancss HeGPOJIOTOM IO MECTY
JKUTEJBCTBA C JUATHO30M: PaXUTOIO0 00HOe 3abo/ieBanue,
Hedporanmbruuo3. [lomyuan mpemaparsl ButamMuHa D, B
T.4. oKcuzeBuT 0,75 MKr/CyT M KOMILIEKC HeOpraHude-
ckux (ocharoB (pesykTo ciernuas). B Bospacte 13 et
UL YTOUHEHUS AUAarHo3a PeOeHOK ObLI HANpPaBJIEH B
HUKMU neguarpuu um. akag. 10.E. Beaxpruiesa.

IIpu obciemoBaHWM B KJIMHUKE OTMEUEHO (husmue-
CKOe pasBuUTHe HUKe cpemHero: poct 148 cm (<10-ro mep-
MeHTuIs), macca 37 Kr (25—75-i mepeHTuIb Mo pocTy).
Ha6uroganuchk BhIpasKeHHAs BajJbrycHas gedopMaiius
HIKHUX KOHEUYHOCTEeH, KOMOMHUPOBAHHBIN I'PYIO0-IIOSIC-
HUYHBIA CKOJI1O03 I cTenenu, mI0CKO-BaJIbI'yCHbBIE CTOIIHI.

Ilo JaHHBIM YJIBTPA3BYKOBOI'O WMCCJIELOBAHUS IIOUEK
BBISIBJIEHBI IIPABOCTOPOHHUN HE(DPOITO3, YTOJIIeHNe
IIOYEUYHON MapPEeHXUMBI, CUMIITOM «0eJbIX MUPAMUIOK»,
KHUCTHI U KajablmuHATH (10 0,2 ¢cM) B MeAYJIJIAPHOM CJIOE
IMapeHXUMbl 00eux moueK. 110 JaHHBIM JeHCUTOMETPUN
o0Hapy’KeH BBIPAKEHHBIN ocTeonopo3 (Zscore=-3).
PeHTreHOoJIOrnuecKoe MCCIeOBAHNE ITOKA3aJI0 BAJIBIYC-
Hble KOpJAaHTHBIe AedopManuu KocTell rojeHeil, ocreo-
Opo3, paciiupeHre MeTadu3oB, HAJIUYME ETUHUYHBIX
MOIMEPEUHBIX II0JIOC CKJIepo3a. B GMOXMMHYECKOM aHa-
Jin3e KPOBU BBISIBJIEHBI yMepeHHas runodocharemus 1,2
MmMous/n (mopma 1,3-2,26 mMoub/J1), pesKoe IIOBBI-
menue axktuBHoctu I[P mo 2493 ME/n (mopma 160—
500 ME/n), HOpMaJbHBIN YPOBEHb Kaablus (KaJabIluil

Myranuu resa SLC34A3

HedexT 6enxa NaPi-Ilc
T'unepdocdarypusa

T'unodocdaremus

Axrusanusa la-rugpoxcuiasst
IToseimenue yposua 1,25(0H), Dy

IloBbImenne abcopOnuY KaJblua B KUIIEUHUKE,
CHIUIKeHUe peabcopOIiny KalbIlUsA B IOYEUHBIX KaHAIBIIAX

!

Tuneprasbuuypus

Paxurnueckue nsMeHEHHA KOCTeH,

He()pOKAJBIUHO3, HeppoauTuas

Pucynok. IlaTorenes HaciaemcTBeHHOro rumodocharemuue-
CKOT'0 PaxXHTa C TUIEPKAJBINYPHEii, 00yCTOBIEHHOTO MyTAIL-
savu reia SLC34A3 [12—-14].

obmuit 2,46 Mmmoab/n, HopMma 2,02—2,6 MMOJIb/JI; Kalb-
Uit moHusupoBaHuslit 1,28 mmous/a, Hopma 1,13—-1,32
mmous/n) u IITT (18,5 nr/ma, Hopma 16—62 nr/mi) B
KPOBHU, HOpPMaJIbHBIE IIOKa3aTeJiu MeTa6OJII/ITOB BUTaMHUHA
D B kposu: 25(0H)D3 25,3 ur/mx (Hopma 14—60 vr/Mm),
1,25(0H)yD3 46,7 nr/mn (mopma 16—65 nr/ma). Ilpnm
HUCCJIeIOBAaHUM MOYM, HapaAnxy ¢ runepdocharypueii 4,2
MMous/Ha Moas kpeatunuza (Hopma 0,8-3,2 mMous/
Ha MoJsib KpeaTnHmHA), GbLIa O0HAPYKEHA MMIePKATbI[H-
ypua 0,83 mMoss/Ha Moab Kpeaturuna (Hopma 0,04—
0,7 MMous/Ha Mosb KpeaTuHUHA).

Takum o6pasoM, y pebeHKa ¢ 3aieP:KKOH pocTa,
nedopMmaliueil HUMKHUX KOHEUHOCTEN, HApyIIIeHuEM
TOXOOKM, PAXUTUYECKUMI U3MEHEHUAMMU CTPYKTY-
PBI KOCTell, OCTeoIopo3oM U He(GPOKAJLIIMHO30M
ObLIY BBIABJIEHBI HapyIllleHUs (pochopHOTO oOMeHa
(rumodocparemusi, rumepdochaTypus, BBICOKUI
nokazaTesb I[P KpoBuM), UTO CBUAETETHCTBOBAJIO O
Hanuuuy runodocdaTeMuUecKoro paxura. B To ke
BpeMs OBLIO 00pallleHo BHUMaHWe Ha HOPMAaJbHbBIE
oKasaTeJ U KaJbIIUTPUOJIa U OTCYTCTBUE TUIlepIia-
paTtupeosa, KOTopble 00BIYHO HAOJIIOAAIOTCA V AeTei
¢ runodocdaTeMUUECKUM PAXUTOM, OOYCJIOBJIEH-
HbIM MyTanuamu reHa PHEX. PesyabraThl aHa-
Ju3a POMOCJIOBHOM (POACTBEHHBIN Opak, HaIWdue
JIBOIOPOIHOTO cubca ¢ aHAJOTUUYHBIMU KaJI00aMu)
yKasblBaJIu Ha BO3MOYKHOE ayTOCOMHO-PeIecCUB-
HOe, a He X-CIlellJIeHHOe HacJIeJOBaHe ITaTOJIOTUMN.

s yrouHeHus (PopMbI 00Je€3HU OBLIO OCY-
HUIeCTBJIEHO KJIWHUYECKOe 5K30MHOE CEeKBEHUDPO-
Bauue [ITHK (sma6oparopusa «I'emomen»). Myramunu
rena PHEX He ugentuduinupoBaHbl. BrigaBieHa
paHee He OIIMCAaHHAd TOMO3BUIOTHAs MyTanusd B
13 sk30me rena SLC34A3 (chr9:140130521C>T,
rs145029982), mpuBomAIlas K 3aMeHe aMWHO-
KucaoTel B 485 mosumum 6Genka (p.Arg485Cys,



NM_080877.2). HacTtora MyTanuu B KOHTPOJIBHHOMN
BeiOopke ExAC cocrasaser 0,0645% . AIropuTMbI
mpeCcKasaHus NATOMeHHOCTW PACI[eHUBAIOT JaH-
HYIO MyTaIUio KaK BEPOATHO MATOTeHHYIO.

Ha ocHOBaHUM Pe3yJIbTATOB reHEaJOTUYEeCKOTO
amajausa, yKajod, aHaMHe3a, KJINHUUYECKOH KapTu-
HBI, TAHHBIX MAaPaAKJIMHUYECKUX U J1aOOPATOPHBIX
HCCJIeOBAHUM 1 9K30MHOTO CEKBEHUPOBAHUA OBLIO
clleJJaHO 3aKJOUeHNre O HAJIUYUU y pebeHKa ayTo-
COMHO-peIleccuBHOU (hopMbI runodochaTeMIuecKo-
ro paxura C TUIepKaJbInypueii, 00yCI0BJIEHHOTO
myranuamu reia SLC34A3. Belta mpoBemeHa Kop-
PeKIlus Tepanuy — OTMeHa MIPernapaToB BUTAMUHA
D. PeGeHOK IPOAOJIKAET MOJTyUYaTh KOMILJIEKC Heop-
raHnvyecKux @ocdaToB (pPeayKTo cIeIruaj), occe-
UH-TUAPOKCUATIATUTHBIN KOMILJIEKC (OCTEOTeHOH),
O0seMapeH, IpenapaThl MAarHU.

3aKJaroueHue

Y peGeuka c¢ rumodochaTeMUUECKUM pPaxu-
ToM OblL7Ia BHIABJIEHA peaKas opma 3abojieBaHUA,
acconmuupoBanHasa ¢ mytamuavu rena SLC34A38.
Jduarnos NOATBEPKAEH MOJEKYJIAPHO-TeHeTuue-
CKuM wuccienopanmeM. OmHAKO HaJIuuue TaHHON
(bopmMBl 60J€3HM MOKHO OBLIO 3aIllOJO3PUTHL Ha
OCHOBAHUM KJINHUUYECKUX pPe3yJIbTATOB: BEPOAT-
HBIIT ayTOCOMHO-PEIleCCUBHBIN TUII HACJIeJOBAHUAI,
paHo copmMupoBaBUIniica He(GPOKAJILIMHO3, HOP-
MaJbHBIN (IPUOIMIKAIONNICA K BepxXHell rpaHuIle
HOPMBI) YPOBEHDb B KPOBHU KaJbIIUTPUOJIA, HOPMAJIb-
HBIHM (HA HUJKHeI rpaHuIle HopMmbl) ypoBeHb IITT u
TUIEePKAJIBbIIUYPHUA CAYIKAT OTIUUUTEIbHBIMU TIPU-
3HAKaMM OT 3HAUMUTEJHLHO 00Jiee YacToO BCTpeua-
omeroca X-clemjieHHoro rumnodochaTeMuuecKoro

paxmuTa, cBA3aHHOrTO ¢ Myranuamu reHa PHEX.
UpentTuduranusa ¢opMbl 60JIE3HU [gajia OCHOBA-
HUe O] W3MEeHeHWs TaKTUKHU Tepaluu; pedeHKy
He peKOMeHAyeTcs mpueM BurtamMmHa D, KOTOPBIHA
CII0CO0EH YCUJINUTHh KAJbIIUYPUIO U YCYTYOUTDH KU3-
HeyTposKaIlee MopaskeHue TOYeUHON TKAaHU.
PoacrBenHmKEU mpobaHma HYKIAIOTCA B JOMOJHU-
TeJLHOM 00CJIeIOBaHUU AJIs1 YCTAHOBJICHUSA T'e€TepO-
3UTOTHOTO HOCUTEJbcTBA MyTaruu reda SLC34A3 u
MOHUTOPUHTA COCTOAHUSA ITOYEK — YJIBTPA3BYKOBOE
uccJyiefoBanme, onpeaenaeHre Gocharypun U Kajab-
MUYypPUH.

IIpencraBiennoe HabaofeHUe yOerKIaeT, UTO
Ha COBPEMEHHOM YPOBHE Pa3BUTUA MEIUIIUHBI BO
MHOTHUX CAYYASIX IJIA TUAaTHOCTUKY HACJIEICTBEHHO-
ro 3ab60JieBaHUA HEIZOCTATOUHO OMHUPATHCA HA KJIU-
HUYEeCKNe U PYTUHHBIE Ja0OpaTOpHbIE KPUTEPUH.
MoaeKkynsapHO-TeHeTHUECKasa BepupuKaImsa mo3Bo-
JIsIeT BBIABUTDL peaKue (GOopMbI IaTOJOTUH, TPEeOyIo-
IIre MHOTO MTOAX01a K MEeAUIIMHCKOMY HaOJII0JeHIIO
3a pe0eHKOM U UJeHaMU eTr0 CeMbH.

Dunancuposanue: paboma 6blNOJLHEHA 6 PAMKAX
@unancuposanus I'oczadanus «AHAIU3 KIUHUKO-2eHe-
MuLecKk020 NOAUMOPPUIMA UHEALUOUSUPYIOULUX MOHO-
2eHHbLX 3a00ae8aHUlL Y Oemeil 0N NPOZHOIUPOBAHUS UX
meueHus u onpedesleHus MOJEKYNLAPHbLX MUuuLeHell 0as
ONMUMUIAUUY JLeLEHUL» .
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