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Docdat-giabert, abo cnagkosuin rinodpochatemiuHmin
paxit (FTOP), — ue pigKicHe reHeTUYHe 3aXBOPIOBAHHS 3
MYNBTUCUCTEMHUM YPaXKeHHAM, WO BMHUKAE vepes
nopyLeHHs peabcopbuii pocdaty B HUIPKOBUX KaHasb-
UAX YHACNifOK NPUYUH, NOB'A3aHMX abo He3anexHux
Bi PakTopa pocTy $pibpobnacTie-23 (FGF-23, fibroblast
growth factor 23) [1, 2]. TinopocdatemiuHnii paxit
MOXe YCrnaJKoBYBaTWCA ayTOCOMHO-AOMiHaHTHO abo
ayTOCOMHO-peLecnBHo (Tabnuua) [2]. IcHyoTb fekinbka
pigkicHux ¢opm FMOP (gue. Tabnuuto), ane Hannowwnpe-
HilLMM BBa)kaloTb X-3uernneHun agomiHaHTHUN TOP, wo
yCnagKoByeTbCA X-34ensieHo AomiHaHTHO (80—90 %
Bunagkis [OP) [3—6].

lnopocdpatemiuHmil paxiT € HANMOLWMPEHILLOW NPW-
YMHOW cnagkoBoi BTpaTu ¢ocdaTiB: vacToTa —
3,9 Bunagky Ha 100 T1C. diTen, HapOAXKEeHNX KMBUMU,
nowmpeHictb — Big 1,7 Bunagky Ha 100 Tuc. giten go
4,8 Bunagky Ha 100 Tuc. oci6 3aranbHOi nonynaAuii
[7—9].

Ona piarHoctukn TOP BUKOPUCTOBYIOTH KNiHiUHE,
peHTreHosoriuHe, 6ioxiMiuHe Ta reHeTUUYHE 0OCTEXKEH-
HAa [8].

OCHOBHMMU KNiHIYHMMYK cMMniToMamu y pitei 3 TOP
€ nopyleHHA xoau, aedopmaLia HMKHIX KiHUIBOK i
HU3bKopochicTb. PaxiTnuHi gedopmalii ckeneta 3a3su-
yan BMABNATbCA Y Bili 6 Mic. Ha gpyromy poui XutTa

Bifl NOYATKy aKTMBHOI X0Abbu y aiTell cnocTepiratoTbes
BapycHi abo BanbrycHi gedopmauii HMKHIX KiHLiBOK
(4acTo y NOEAHAHHI 3 TOPCIMHUM KOMMOHEHTOM), AKi
NPOorpecyTb, PO3WNPEHHA ANCTaNbHUX MeTadi3iB Ha
PiBHI 3an’acTa i WMKONOTKK, MOTOBLUEHHS KiCTKOBO-
XPAWOBUX 3'€AHaHb i 3aTpuMKa pocTy [10]. binbw 3Ha-
YHe nopylueHHA pocTy i Aedopmalia KiHUiBOK (nepe-
Ba)KHO HWXHiX) NpW BIAHOCHO YMOBINIbHEHOMY POCTI
Tyny6a npu3BogATb 4O AMCNPOMNOPLiNHOI H3bKOPOC-
nocTi [11—14]. Y naui€HTiB MOXKe cnocTepiratuca goni-
xouedania — aHomanbHa ¢opma yepena 3i cnaoLeH-
HAM TiM'AHOI YaCTNHWK, NO6GOM, O BUCTYNAE, i po3LLK-
PEHNMI YepenHNMIN LIBAMU AK pPe3ynbTaT nepegyacHo-
ro 3POoLLEeHHs TiM'AAHOT | NTOBHOI KicToK [15, 16]. Y nauieH-
TiB 3 [OP MOXyTb po3BMBaTMCA 3yOHI abcuecn AK Ha
MOJIOYHMX, TaK i Ha MOCTINHMX 3y6aX, @ TAKOM CMOHTaH-
Hi @eHOOAOHTNYHI iHdeKUiT Ha iHTaKTHMX 3y6ax [17—21],
AKi MOXYTb MaTu 6€3CMNTOMHUIA Nepebir NpoTArom
MicAaLiB um poKiB abo BUABNATUCA 3yOHUMM abcLiecamu
3 6onem i Habpakom. MNMowmnpeHHA Ha oTouyloUi aHaTo-
MiUHi CTPYKTYpU CMPUUYMHAE LWenenHo-NMuboBUi
LenoniT. Y Jopocnurx Naui€HTiB TUMOBMMU KAiHIYHUMK
BMABAMW BBaXKaloTb OCTeOManALito, 6inb y KicTkax, 3yOHi
abcuecn Ta cTeHo3 xpebToBOro KaHany [2].
BioximiuHMM 03HaKamm X-34enneHoro JOMiHaHTHO-
ro FOP € rinopocdaTemia, NiABMLLEHHA PIBHA NYXXHOI
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CLINICAL CASE / KNIHIYHUW BUMTALOK

Tabnuys

KniHiko-reHeTnuHi popmu rinopocdaremiuHoro paxiry [2, 3i smiHamu]

FGF-23-3anexHi popmu FOP (nigBuweHnia piseHb FGF-23)

¢docdartazononibHm
6inok-1

KniHiuHa popma [eH Lo Tun KniHiuHi xapakTtepucTnkm
MOLUKOIKYETbCSA yCraiKyBaHHsA
X-3yenneHwm JOmMiHaHTHUIN | PHEX QocdatperynioBanbHa | X-3uenneHuid | lNinodocdatemis, rinepdocdatypis,
eHponenTmaasa LOMIHAHTHUIN | HOPMOKaSbLIIEMIA, SHVKEHHA HUPKO-
BoI peabcopbuii pochopy
AyTOCOMHO-AOMIHaHTHUI FGF23 binok FGF23 AL rinopocdatemis, rinepdpocdatypis,
HOPMOKasbLiEMIA
AyTocoMHo-peuecBHuiA 1-ro | DMPT binok ¢pochonportein- | AP Finodocdartemis, rineppocdarypis,
™mny LOEHTVHHOIO MaTPUK- HOPMOKaJIbLIiEMIf, OCTeOManALis,
cy-1 OCTEOCKNepo3
AyTOCOMHO-peLecnBHuil 2-ro | ENPP1 EkTOHYKneotug nipo- | AP rinopocdatemis, rinepdocdatypis,
™mny docdartasa/ HopMoKanbLieMis, Kanbundikalis
Docdogiectepasa-1 apTepin
O 3 rinepnapaTpeosom 9:13 36a- binok a-klotho Hesigomnin | MNigBuweHHsA pisHA a-klotho
JIAaHCOBaHa Ta FGF-23, a TakoX akTUBHOCTI b
TpaHCNOoKa- -rnoKypoHigasu. Nnodochartemis,
uia (KL ren) rinepkanbLiypis, rinepnapatnpeos,
HeppOKanbLMHO3
OcteornooHivyHa gucrnasia | FGFR 1 binok FGFR 1 AQ YepenHo-n1uboBi gucmopdii, KpaHi-
OCTEHO3, HU3bKOPOCTiCTb
CuHgpom Mak-K'toHaX GNAS binok, wo 38'A3ye MocTt3nrotHa | ibpo3Ha ancnnasis, nirmeHTaLis
Onb6paiita HYKNeoTnA ryaHiHy, d | cOMaThuHa | LWKipY «KaBa 3 MOJIOKOM», Mepeayac-
MyTaLis He CcTaTeBe [03piBaHHA
CuHgpom PeliHa FAM20C binok FAM20C AP [eHepanizoBaHWI OCTEOCKNEPO3,
yepenHo-NnLboBi AucMmopdil
Oncncmogumcnnasia INPPL1 I[Ho3vTON noni pocdat | AP YepenHo-n1upboBi aucmopdii, KOPOTKi

KiHLIIBKY, ManeHbKi KCTi Ta CTonu, AeMi-
Hepani3auif KIiCTOK, Lo Nporpecye,
3aTpYIMKa [03pPiBaHHA KIiCTOK i riNMOTOHIA

FGF-23-He3anexHi popmu FDP (piBeHb FGF-23 y Hopmi a60 3HM»KeHMI)

cuHapom Jloy

5-pocoaTaza

Cnagkosui TOP SLC34A3 Hatpin-3anexxHuin poc- | AP lnepkanbuiypis, rinopocdartemis,
3 rinepkanbuuypiero baTHWIA TPAHCMOPTHUI HedpoKanbLMHO3
6inok-2C
[OP 3 HedponiTtiazom SLC34A1 Hatpin-3anexnuin oc- | Al, AP lnepkanbuiypis, rinopocdatemis,
i ocTeonopo3om 1-ro Tvny; baTHU TpaHCMOPTHUIA HeppOKanbLMHO3, NPOKCManbHa
[vtaua rinepkanbLiemia 2-ro 6inok-2A Tybynonaria, octeonopo3
Tny; PeHoTybynAapHWI CuH-
apom OaHKOoHi 2-ro Tuny
[OP 3 HedponiTiazom i ocTeo- | SLCIA3RT HaTtpin-sogHeBui AL lnepkanbLjiypia, HeppoKanbLUHO3,
NMOpPO30M 2-ro Tuny aHTVNopTep-3 perynsa- OCTeoneHia
TOop-1
XBopoba [deHTa 1-ro Tuny CLCN5 binok noteHuian3anex- | X-3uenneHuy, | linepkanbuiypis, rinopocdatemis,
HOrO XJIOpMAHOro peuecrBHUA | HedPOKanbLMHO3, XPOHIYHa XBOPOba
KaHany-5 HVPOK, HNPKOBA HeJOCTaTHICTb, LLO
NPOrpecye, NPOTeHYpiIs, MOKO3Ypis,
remartypis
XBopoba [eHTa 2-ro Tuny, OCRL1 I[Ho3uToN nonidocdat- | X-3uennenwin, | MomipHa po3ymoBa BigcTanicTb, ypa-

peLecBHNIA

MeHHA oyen (KkaTapakTa), rinopocda-
Temis, rinepkanbLiypisa, HedpoKanb-
LIMHO3, MPOTeiHypidA, amiHoauMAaypia

Mpwumitka. ALl — ayToCOMHO-AOMiHaHTHUIA; AP — ayTocomMHo-peLecrBHUiA; a-klotho — 6inok, LWo mae BnacT1BOCTi FOPMOHIB, rifponas,
rniko3iaas, BnnvBae Ha cnHTe3 BiTamiHy D; FGFR 1-pevnentop dakTopa pocTy ¢pibpobnactis 1 — membpaHHMIA 6inok, peuenTtop i3 civencTaa

peuenTopiB dakTopa pocTy dGibpobnacTis.
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¢docoatasm (JIO) Ta iHTakTHOro FGF-23 [2, 11, 22], Hop-
MasnbHWN a6o NOMIPHO NiABULLEHNIA BMICT NapaTnpeo-
igHoro ropmoHy (MTT) npy HOpMOKanbLiEMIi, a TaKOXK
3HUXKeHUNn piBeHb 1,25-gurigpokcuBitaminy D
(1,25(0OH)2D) — 6ionoriyHo akTUMBHOro MeTabonity
BiTamiHy D [2]. Y ceui cnocTepiraeTbca 3HMKeHHA CniB-
BiJHOLIEHHA TyOynsapHOI MakcumanbHoI peabcopbuii
docdaty (TmP) Ta wemnakocTi KNyboukoBoi dinbTpadii
(GFR) TmP/GFR [2].

PeHTtreHonoriuHnmm Busasamu FOP € paxiTuuHi ypa-
YKEHHSA KiCTOK 3 YalonoAibHNMM | pO3LINPEHNUMN MeTa-
¢dizamun. Ha BigMiHy Bif paxiTy, AKWI € BTOPMHHMM LLOAO
dediuunty BiTamiHy D abo kanbuito, npu FOP KopTrKanb-
Ha KiCTKa 4YacTo notoBLleHa 6e3 o3Hak ii pe3op6buii. Lli
aHomarnil nepeBa)kHO BUHMKAIKOTb Y MiCUAX aKTUBHOrO
POCTY KiCTKM (AUCTanbHUX Bigdinax CTerHOBOI, BENMKOI
rOMifIKOBOI Ta MPOMEHEBOI KiCTOK) i 3a3BMYal NOLLKO-
OXKYIOTb OCTEOXOHAPAsbHI 3'€AHaHHA, WO NPU3BOANTb
[0 PO3BUTKY paxiTMYHUX YOTOK i 6Bopo3seH XappicoHa
[23]. Ha BigMmiHy Big giTell y fopocnnx peHTreHorpadiu-
Hi O3HaKW XapaKTepusyloTbCA NCeBfoMnepesoMmamu,
paHHiM ocTeoapTpUTOM XpebTa, CTEFHOBUX i KOMIHHMX
cyrnobis (octeoditn Ha Kpasx cyrnobis abo 3By»KeHHsA
cyrnoboBoro xpsuia) Ta/abo eHtesonatiamu [12, 21].

[eHeTUYHe TecTyBaHHA, [OCTYMNHE B FTeHETUYHUX LieH-
Tpax, BUABNAAE myTauil B reHi PHEX, a TakoX iHLIMX
reHax, nos’asaHnx 3 [OP. OgHak myTauii He 3aBXAau
MaloTb UiTKy KopenAuito reHoTuny 3 GeHoTunom [24].

bnun3sbko 80—90 % Naui€HTIB 3 KNiHIYHUM AiarHO30M
FOP matoTb iHaKTVBYBanbHY MyTaLito B reHi PHEX (poc-
daTperynisBHoOMy reHi 3 roMOJIOri€l0 10 eHAonenTuaasu
Ha X-XpOMOCOMi) [3—6], po3TalloBaHOMY Ha KOPOTKO-
My nnedi xpomocomu Xp22.1, AKAA NepeBaxHO eKc-
npecyeTbcA B ocTeobnacTax, octeoymTax i 3ybax (ofoH-
Tobnactax i uemeHTob6nactax). XMbHO-HeraTMBHUMN
pe3ynbraT reHeTuyHoro Tecty Ha PHEX moxnueun y
pasi COMaTUYHOro Mo3aiun3my, BeMKUX peneuin,
IHTPOHHMX MyTaLjin Ta/abo myTaLin y Micui cnnancmHry
[25, 26]. MyTauia B reHi PHEX ogHakoBO BM/MBaE Ha
0o6rABi CTaTi WOAO TAXKKOCTI 3aXBOPIOBAHHA B pe3ynb-
TaTi 4OBINbHOI iHaKTMBaLii X-xpomocomu y gisyart [27].

3HayHUM NpoprBOM Y flikyBaHHi TOP 3 myTauielo B
reHi PHEX ctano cxBaneHHA y 2018 p. €BponencbKoto
areHuieto 3 nikapcbkux 3acobis (EMA) i YnpaeniHHAM 3i
CaHiTapHOro Harnagy 3a AKICTI0 XapyoBUX NMPOAYKTIB
Ta nikapcbknx npenapartis CLUA (FDA) BukopucTaHHA
6ypocymaby ana nikyBaHHA gitel Bikom noHag 1 pik i
popocnux 3 TOP 3 peHTreHoNOoriYHUMKM O3HaKaMu
3aXBOPIOBAHHA KiCTOK [28, 29]. Ik noyaTKOBa peKOMeH-
[JOBaHa fj03a npenapary i3 po3paxyHky 0,4 Mr/Kkr macu

Tina (EMA) i 0,8 mr/kr macu Tina (FDA) 3 yBegeHHAM
KOMHMX 2 TvkHi [30, 31]. [IBa BiAKPUTMX HEKOHTPOMNbO-
BaHUX JOCNIAKEHHSA, AIKi BVUBYANUN BUKOPUCTaHHSA Bypo-
cymaby y 65 piten Bikom Big 1 A0 12 POKIB i3 TAXKAM
FOP, npoaemoHCTpyBanu, WO B KOPOTKOCTPOKOBI Nep-
cnektuBi (12—16 mic) 6ypocymab cnpuymHAB CcTaTnC-
TUYHO 3Hauyule 36inblweHHA iHaekcy TmP/GFR i, Ak
HaCNigoK, MiaBuLWeHHA piBHA ¢ochaTiB y cmpoBaTLi
KPOBi [0 HMXHbBOT MeXi BIKOBOro fiana3oHy 3i 36inb-
weHHAM BmicTy 1,25(0H)2D [30—32], 3HauHMM nonin-
LIeHHAM Qi3YHMX 30aTHOCTEN Ta 3MEHLLIEHHAM 6ONHO |
¢dyHKUiOHanbHOT Henpaue3aaTHOCTI [24]. OgHak 6ypo-
cyMab He cnig npusHayatu, AKLWO piBeHb pochopy Ao
nouaTky NikyBaHHA B MeXaX BiKOBOro pedpepeHcHoro
ZianasoHy abo 3a HaABHOCTI TAXKOI HUPKOBOI Hepo-
CTaTHOCTI Uepes pu3KK po3BUTKY rinepdpocdatemii[24].

TpaguuinHe nikyBaHHA akTUBHUMN popMamMu BiTami-
Hy D i pocdatamm y nauieHTiB 3 myTauieto B reHi PHEX
3MeHLWye 6inb, ocTeomanALilo Ta NOAiMwWye 340POB'A
MOPOXHUHU POTa (3MEHLWIYE PU3MK MEPIOOJOHTUTY i
abcuecis 3y6iB), ane He 3anobirae BTpaTi cnyxy abo
eHTe30MarTil Ta He 3MeHLUY€E PU3NKY iX pO3BUTKY [24].

OgHuM i3 MeToAiB NiKyBaHHA HU3bKOPOCAOCTI Yy naui-
€HTIB 3 X-3uenneHnm goMiHaHTHUM [OP 3 myTaui€lo y
reHi PHEX moxke 6yTu 3acToCyBaHHA peKOMbOiHaHTHOro
ropMoHy pocty noguHu (pl'P), wo y pasi TpmBanocTi
NiKyBaHHA [0 3 pOKiB NOB’A3aHe i3 CyTTEBUM 30iNbLUeH-
HAM 3pOcCTy. Big3HaueHo, wo Aitm npenybeptaTHOro
BiKy pearyBanu Ha pl'P Kpalye, Hix gitn nybeptaTHoro
BiKy [33]. OKpim Toro, BBefieHHA pl'P cynpoBoaxyBano-
CA TMUMYacoBUM MiABULLEHHAM piBHA docdopy i MTT y
cnpoBaTui KpoBi. Y 3-piyHOMYy paHAOMi30BaHOMY
KOHTPONbOBaHOMY JOCHIfKeHHi 3a yyacTo gitern 3 F[OP
BUABJIEHO 3HaYHe NOoAinwWeHHA TeMMiB POCTY NOpPIBHA-
HO 3 KOHTPOJIbHO rpyrnot 6e3 MOCWIIeHHs AMCNPOo-
nopuinHocTi Tina [34]. OgHak pe3ynbrati TpUBanNuXx
cnocTepekeHb WoAo OCTaTOMHOro 3pOCTy AOPOCMX
nauieHTiB cynepeunusi [35].

IHwi dopmu TOP, HaBegeHi B Tabn. 1, TpannsaTbCA
3HAYHO piflwe i MaloTb Pi3Hi KMiHiYHI Ta NnabopaTopHi
xapakTepuctukn. Tak, cnagkosun TOP 3 rinepkanbui-
Ypi€lo, 3ymMOBNeHU myTaui€to y reHi SLC34A3, akui
KOAY€E HaTpin-3aneKHUN TPaHCNopTep HeopraHiuYHOro
¢docodaty (sodium-dependent inorganic phosphate,
NaPi-lic), wo nokanizyeTbcA Ha anikanbHiN NOBEPXHI
NPOKCUManbHOro BigAainy HedpoHy i BignoBiganbHMN
3a peabcopbuito pocopy [36]. [NaToreHeTUUHOW OCHO-
BOIO 3aXBOPIOBAHHSA € NMOpYLUEHHs peabcopbuii pocda-
TiB Y MPOKCMManbHOMY KaHanblLii 3 pO3BUTKOM rinodoc-
daTtemii, AKa uyepes CTUMYIOBaNbHUIA BMWB Ha
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la-rigpoKcmnasy npm3BoguTb A0 NiABULLEHOrO CUHTe-
3y 6ionoriyHo akTMBHOro 1,25(0H)2D. Pe3ynbtaTom €
36iNbLIEHHA KMLWIKOBOT abCcopOUii KanbLilo i 3HMXKEHHSA
piBHA T, 36inbleHHA eKcKpelii Kanblilo i3 ceveto
BHACNIAOK 3HWKeHOoI MTI-3anexxHoi peabcopbuii kanb-
uito B AncTanbHOMYy Biagini HeppoHy 3yMOBIIOE PO3BU-
TOK HedppoKanbLMHO3Y Ta yporniTiasy [36, 37].

KniniuHa kapTuHa TOP 3 myTauieto SLC34A3 xapakTe-
PU3YETbCA PiI3HMM CTYMNeHeM KiCTKOBMX AedpopmaLlil
(Bif, MOBHOI X BiACYTHOCTI [0 TAXKKUX), HN3bKOPOCSIiC-
TI0, OCTEONOPO30M, 6osieM y KicTKax Ta M'A3ax, iHogi —
nepenomMmamm KiHLiBOK, 3pigka — eni3ogamMmu HAPKOBOT
KonbKku [38].

CninbHYMK nabopaTopHMMK 03Hakamu [OP 3 myTa-
uieto B reHax SLC34A3 1a PHEX € rinodocdaTtemis, rinep-
docoatypia Ta HopmoKanbLieMis, ane Ha BiAMiHY Bif
MyTauil B reHi PHEX y nauieHTiB 3 MyTaui€lo B reHi
SLC34A3 cnocTepiraeTbca NigBuLLEHHA CUPOBATKOBOIO
piHA 1,25(0OH)2D y noepHaHHI 3 rinepkanbLiypi€to Ta
HOPMaNbHUM Y HN3bKUM BMicTOM FGF-23 [2, 39].

JlikyBaHHA TOP 3 myTauieto B reHi SLC34A3 Takox
CNPAMOBAHO Ha KopekKLito piBHA docdhopy B KpoBi Ta
KanbLito B CeYi, @ TaKOX Ha HoOpMani3aLito MiHepanbHOT
WiNbHOCTI KicTOK [11]. 3 Wi€0 METO BUKOPUCTOBYIOTb
dochopHi fobasku (Ha BigmiHy Big MDP 3 myTauieto B
reHi PHEX), a nikyBaHHA akTUBHUMW dOopMamMK BiTamiHy
D He nokasaHe [2].

[poBeageHHA MONEKYNAPHO-TeHEeTUYHOI AiarHOCTUKN
[DP y paHHbOMY BiLli Ma€ BaX/IBe 3HaYEHHSA, OCKIIbKM
[a€ 3MOry CBOEYACHO NPaBWIbHO BU3HAYUTK FEHETUUHY
npupoay 3axBOPIBAHHA, WO HEMOXIJIMBO 3p0o6UTK
NMLLIE HA MiACTaBi KNiHIKO-NabopaToOpHUX AaHWX, i, Bigno-
BiJHO, BYUACHO pO3rMoyaTu NaToreHeTUYHe KOHCepBaTHB-
He NiKyBaHHsA, AKe MOXe NOMINWUTA CTPYKTYPY KiCTKOBOI
TKAHVHM Ta AediHITMBHUIA 3pPIiCT, @ TaKOX 3MEHLWUTU
noTpeby y KopuryBanbHux onepauiax [40—42].

3HayHa reTeporeHHicTb KniHiuHoI kKapTuHK FOP notpe-
6ye 3anyyeHHsA MynsTUAUCUMMNIHAPHOI KOMaHan daxis-
LiB 4O BeIeHHs TaKUX XBOPUX (EHAOKPMHONOTrIB, opTomne-
[iB, CTOMATOJIOriB, HEBPOJIONiB, FEHETMKIB TOLLO), TOMY
€AVHI Nigxoan [0 HaAaHHA AOMOMOTM TakMM MaLieHTam
CNPUAIOTb [OCATHEHHIO ONTUMAanbHOT KOMMNeHcaLii 3axBo-
PIOBaHHA i, BiAMOBIAHO, MOAIMLUIEHHIO AKOCTI IX XKUTTA.

KNIHIYHUA BUMTALOK N2 1
HiBUMHKa 3i CKapramy Ha BUKPUBAEHHA HUMHIX KiH-
LiBOK Micna novaTKy XOAiHHA (3 1 poky 2 mic). CimenHum
aHaMHe3 o6TAXKeHMI: y 6aTbKa AiiarHocToBaHO dpocdaT-
fiabet y Biui 3 pokiB. Takui camuii giarHo3 yctaHoBe-
Ho y 6abyci Ta npagigyca no niwii 6atbKa.

Y BiUi 2 pokiB 5 mic giBunHKa nepebysana Ha cTauio-
HapHOMY NiKyBaHHi 3a MicLeM NPOXWBaHHA, Ae fAia-
FHOCTOBaHO X-3uernsneHy cKefleTHY rinodocdartemito.
OTpumyBana Kypcu npenaparTiB KasnbLito Ta BiTamiHy D
6e3 cyTTEBOro noninweHHsa aedopmadlii HAXKHIX KiHLi-
BOK, LLIO NporpecyBsana.

Mig yac obcTexxeHHA y Bili 12 pokis 10 mic BUABNEHO
3HWKeHUN piBeHb dochopy Ao 0,8 mmonb/n (Hopma —
1,29—2,26 Mmonb/n), Kanbuilo 3arasibHoro — po
2 mmonb/n (Hopma — 2,18—2,60 mmonb/n), Kanbuito
ioHizoBaHOro — pgo 0,93 mmonb/n (Hopma — 1,1—
1,4 mmonb/n) Ta 36inbwenuin Bmict MTF— 108 Hr/mn
(Hopma — 15—65 Hr/mn), pH KpoBi — y MeXkax Hopmu.
3a micuem NPOXMBaHHA PeKOMEeHA0BaHO NPUIOM allb-
dakanbumgony B gosi 0,75 mkr/no6y.

Y Biui 13 pokiB 5 mic pe3ynbrati n1abopaTopHOro
pocnigxkeHHa: B kposi [Tl 25-rigpokcusitamin D
(25(OH)D), kanbuin, xnop — y HopMmi, B foboBil cevi
eKcKpeLin Kanbuito Ta dochopy — B MexKax HOPMU.

3a faHMMKM peHTreHorpadii HUXKHIX KiHLBOK BUABE-
HO BUpa3Hy BapycHy Aedopmallito rominok (puc. 14, 1B).

Y Biui 14 pokis 5 mic nepebyBana Ha cTaLioHapHOMY
nikyBaHHiI B opTonegvYyHOMY BiAfineHHi npuBaTHOI
KniHikn. lNpoBegeHO uepesKiCTKOBMA OCTEO3UHTE3
(YKO) niBoi CTErHOBOI KiCTKM 3 KOPTUKOTOMIED cepea-
HbOI TPETMHU Ta HWKHbOI TPETUHU, KOPTUKOTOMItO
MasioroMifIkoBOI KiCTKM Y cepefHini TpeTuHiI.

Y Biui 14 pokis 8 mic pe3ynbrati n1abopaTopHOro
pocnigxkeHHa: MTl i Kanbyin — y HOpMI, NigBULLEHHA
BmicTy B KpoBi JIO go 566 Oa/n (Hopma — 98—279 Op/n),
3HWKeHHA piBHA pocdopy fo 0,95 mmonb/n (Hopma —
1,29—2,26 Mmmonb/n), NigBULLEHHA eKCKpeLil KanbLito y
pobosin cevi go 7,7 mmonb/poby (Hopma — 2,5—
7,5 Mmonb/poby).

Y Biui 14 pokis 9 Mic AUTMHaA NOBTOPHO nepebyBana
Ha NiKyBaHHi B opToneanYyHOMY BiafiNeHHi NnpuBaTHOI
KniHikn. BukoHaHo YKO npaBoi CTEerHOBOI KiCTKM 3
BMKOPUCTAHHAM anapaTta 30BHilWHbol ¢ikcauii (A3D,
anapar InisapoBa) 3 KOPTMKOTOMIEID B CepeaHil TpeTu-
Hi, pe3eKLito 2 MM MafioroMifikoBoi KicTKM 3 dikcaLi€to
3-minimeTpoBoto cnuueto, YKO npaBoi BENMKOroMifKo-
BOI KicTK/ 3 A3 3 KOPTUKOTOMIEIO Yy BEPXHIN | HUXKHIN
TPeTUHI Ta gemoHTax A3Q 3 niBOi HUXHbBOI KiHLiBKM
(pnc. 16, 11). Micna nikyBaHHA AUTWHA BMMMCaHa Ha
noganblue aMbynaTopHe CoCTepexeHHs.

MauieHTUi po3noyaTo Tepanito XoneKanbLnpeponom
y posi 2000 MO/poby Ta oOceiH-rifpoKcManaTuTHUM
KoMMiekcom no 2 Tabnetku Ha goby. Y Bii 15 pokis 2 mic
Ha TNi Takoro nikyBaHHA KOHTponbHe nabopaTopHe
06CTeXEHHA MOKa3ano HopMasibHi MOKa3HUKN B KPOBI
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Puc. 1. PeHmeeHozpamu HUXHix KiHUieok nayieHmku N2 1: A, B— 13 pokig 5 mic; b — 14 pokig 9 mic; [ — 14 pokie 11 mic

MNTl, kanbuito, JIO, ceyoBUHU, KanbLito B 4OOOBIN ceui;
piBeHb 25(0OH)D — 96 Hmonb/n (Hopma > 75 Hmonb/n).

Y Biui 16 pOKIiB NauieHTUi 3 NPMBOAY MNEPeNoMy i
BUKPUBIIEHHA HUWXHIX KiHUIBOK, WO Mporpecysano,
NoBTOPHO BcTaHoBNeHO A3D. Yepes 5 mic nokasHu-
K B KpoBi Kanbuito, JIO i MTI 3anuwannca B mMexax
HopMmu, ane piseHb pocdopy B KpoBi 3HM3MBCA 10 0,73
MMonb/n (Hopma — 1,29—2,26 MMonb/n), KanbLito B
nobosin cevi — go 1,6 mmonb/goby (Hopma — 2,5—
7,5 mmonb/po6y).

Brnepwe gutuHa ornAHyTa €HOOKPWUHOMONOM fnLle
y BiUi 16 pokiB 6 Mmic y nonikniHiui YKpaiHCcbKoro
HayKOBO-MPAKTUYHOIO LUEHTPY eHAOKPUHHOI Xipyp-
ril, TPaHcNnaHTauil eHAOKPUHHUX OPraHiB i TKaHWH
MO3 YkpaiHu (UeHTp). Ha MOoMeHT ornagy nauieHT-
Ka oTpuMyBana Tepanito xonekanbundeposom y Ao3i
2000 MO/ o6y i Kypcamu — OCeiH-TigpOoKCUuanaTUTHNA
komnnekc. Mpw ornagi 3pict gisunHn 147,5 cm (-2,2 SD),
maca Tina — 65,7 kr, ingekc macu Tina (IMT) — 31 kr/m?

(> 97-ro nepueHTuna). CrateBMin PO3BUTOK BiANOBigaB
5-n cTapii 3a TaHHepom. JlabopaTopHe OOCTEXEHHSA
NnoKasasno HOPManbHU BMICT Y KPOBi TMPEOTPONHOro
ropmoHy (TTT), BinbHOro TMpokcuny (8T4), 25(0H)D,
Kanbuito, iHWMX BIOXIMIYHUX NMOKA3HWKIB 32 BUHATKOM
JI® — po 395 Oa/n (Hopma — 64—306 Op/n), Nomip-
HO nigBuweHnn piseHb MTI — 92,5 nr/mn (Hopma —
18,5—88,0 nr/mn).

Taknm UMHOM, Ha NiACTaBi aHAMHECTUYHUX, KITiHIKO-
nabopaToOpHUX i PEHTFEHONONIYHUX JAHUX Y OAUTVHN 3
FOP piarHocToBaHO Cy6HaHi3M reHeTMYHOro reHesy Ta
€K30reHHe OXMPIHHA. 3MiHEHO Tepanito: NpM3HayYeHo
KombiHoBaHWI npenapat ¢ocdatis (KMND), no cknagy
AKOro BxoaaTb gurigpodpocdat Kanito 602 mr i gurigpat
MoHorigpodochat Hatpito 360 mr, No 8 TabneTok Ha
406y 3 noganbym 36inblueHHAM fo3m fo 10 TabneTok
Ha 106y, a TakKoX KanbLuTpion y go3si 0,5 MKr yepes geHb
NPOTAromM MicALA, Hagani — LwogeHHo no 0,5 Mkr/goby. Ha
TNi Takoi Tepanii Bigbynoca cyTTeBe NiaBULLEHHA PiBHA
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B KpoBi ¢ochopy go 0,87 mmonb/n (Hopma — 0,93—
1,64 mmonb/n) i Hopmanisauia smicty INTT Ta 25(0OH)D.

OpfHak, He3Ba)kalumM Ha aKTUBHY Tepanito, He BAa-
NOCb JOCATTY CTalo HOPMasbHOrO BMICTY B KpoBi ¢poc-
dopy, nokasHuknM Akoro BapitoBanu Big 0,73 po
0,87 mmonb/n.

[eHeTMYHe JOCNIAKEHHA 32 JONOMOrOK TapreTHOro
CEKBEHYBaHHSA HAcTyrnHoro nokoniHHa (tNGS) naHeni
CKENeTHUX AMCNasii BUABWUIO NMATOreHHY reteposu-
roTHy myTauito B reHi PHEX c.1970A>G (p.Tyr657Cys).

KMHIYHUN BUNAJOK Ne 2

Yonogik, 40 pokKiB, 3BepHYBCA OO €HOOKPMHONOra
LleHTpy 3i CKapramu Ha BUKPUBIIEHHA HUXKHIX KiIHLiBOK.

Mpn 06’eKTMBHOMY OOCTeXeHHI: 3picT — 1454 cm
(-4,2 SD), maca Tina — 76 kr, IMT — 36 Kr/m?, Wo Bigno-
Bifja€ oXKMpiHHIO Il cTyneHs.

3 aHaMHe3y BiJOMO, WO 3 3-pPiYHOro BiKy po3noyano-
CA BUKPUBIIEHHA HUXHIX KiHLUIBOK, TAKOXK 3 AUTUHCTBA
TypOytoTb 3y6Hi abcLiecn Ta NepiogoHTUTY, AKI peunaun-
BYIOTb. Y BiLli 9 pOKiB NpoBefeHa nepLua KoperysasbHa
onepawis, cNpAMOBaHa Ha BUPIBHIOBAHHA BUKpUBIe-
HUX HWPKHIX KiHUiBOK. [1Bivi (B 12 Ta 13 pokiB) 3 Ui€lo
MEeTOK BCTaHOBAOBanM anapaTt lnizaposa. OcKinbku
BUKPUBAEHHA HMXHIX KiHLIBOK NporpecyBano, NawieH-
Ty y Bili 16 poKiB 3aNnpOMNOHyBanu Yeprosy orepadito,
Bif AKOI BiH BiAMOBMBCA | Hafani oTpMMyBaB nepioany-
He NiKyBaHHA nNpenapaTamu KanbLiio.

3a JaHUMK CiMEeMHOro aHamMHesy, maTip i Aigycb no
MaTePVHCbKIl NiHil XBopitoTb Ha pocdaT-aiabeT (puc. 2).
Y AUTUHM NadieHTa TakoX AiarHoctoBaHo FOP (nauieHT-
Ka N2 1).

Ha momeHT 3BepHeHHA po LleHTpy 3aranbHum cTtaH
nauieHTa cepefHbOl TAXKOCTI, 3 OrnAdy Ha 3HauyHy
natonioriyHy fepopmadito HUXKHIX KiHLIBOK, Wo obme-
KY€ BiflbHe nepecyBaHHA. Qi3nKanbHUA Ornag BUABUB
BMPA3HUI HaHIi3M, fepopMaLlito Ta KOHTPAKTYPU HUX-
Hix KiHUiBOK (puc. 3A, b). Ha Thi Tepanii xonekanbuunde-
ponom y fo3i 2000 MO/po06y NOKasHMKN B KPOBI Kanb-

o].ibdh

PHEX ¢ 1970A>G (p.Tyr & 7Cy3)

(]

X
N

Puc. 2. [eHeanoziyHe depeso nauieHmig N° 1 ma 2

uito 3aranbHoro Ta ioHizosaHoro, TTT, INTl, 25(0OH)D —y
MeXax HOpMK, ane BUABMEHO KPUTUYHE 3HUKEHHA
BmicTy docdopy po 0,42 mmonb/n (Hopma — 0,78—
1,65 mmonb/n).

3a JaHVMK PEHTreHOJONYHOro OOCTEXEHHA KiCTOK
060X rominok Ta npaBoro NikTboBOro cyrnoba (puc. 38,
y npAMi i 6iYHin NpoekLii, BUABNEHO BKOPOUEHHA Ta
fedopmalilo NIeyoBoi KiCTKK, MigBULLEHY MPO30pPICTb
KiCTKOBOI CTPYKTY P Ta CTOHLLEHHA KOPTUKaIbHOTO Lapy
KICTOK nepepfnnivya, nepioctanbHi HalapyBaHHA Mo
3afHiN NoBepxHi NpomeHeBoi KicTkn. Cyrno6osa LWinuHa
NIKTbOBOTO Cyrfioba HepiBHOMIPHO 3BYEHA, Cyro6oBi
NMOBEPXHIi CrOLLEHI, CKNTepO30BaHi i3 3aroCTpeHHAMM No
Kpasax cyrnoba. ¥ natepanbHOMYy Bigfini NOPOXHWHA
cyrnoba (Ha piBHi cyrno6oBoi noBepxHi MPOMeHeBOI KiCT-
K1) BU3HAYaAETbCA MNiHilMHa KanbuuHauia xpAawa. Kictkny,
wo $opmytoTb KORiHHI cyrnobu, aepopmoBaHi Ta BKOPO-
YeHi. Ha Tni nigBnweHHA Npo30poCTi KiCTKOBOI CTPYKTY-
pw Bi3yani3ytloTbCA QiNAHKX NonepeyHol NOCMYroBaHOCTI
(niHii Xappica). BuABneHo KiCTKOBI pO3pOCTaHHA OCHOBM
Ta BepXiBKM HagKonNiHKa npasopyy (aue. puc. 3B).

3a aHAMHECTUYHUMMU, KNiHIYHMU, TaBOPATOPHUMM i
PEHTFeHONOrYHMMM MOKa3HMKaMM BCTaHOBMIEHO fia-
rHo3 MP, reHeTMYHO [ETEPMIHOBAHOIO HaHi3My Ta
OXKUPiHHA Il cTyneHs.

MauieHTy po3noyaTo Tepanito KM no 6 TabneTok Ha
[o6y, KanbuuTtpionom y nosi 0,5 mkr/go6y. Ha tni niky-
BaHHA yepe3 MicsALb piBeHb $pochopy 36inbluMBCA 4O
0,7 mmonb/n (Hopma — 0,78—1,65 mMmonb/n), xo4a
NMOBHOI HOpPMani3auii Moro BMiCTy JOCArTV He BAANOCA.
MpoTarom 3 mic Tepanii piBeHb Ppocdopy BapitoBas Big
0,57 po 0,63 mmonb/n.

MNpoBegeHo reHeTnuHy pAiarHocTnky tNGS naHeni
CKeneTHMX AMCNNasin, 3a pe3ynbTaToM AKOI NigTBep-
OXeHO naToreHHy reTepo3nroTHy myTauito B reHi PHEX
c.1970A>G (p.Tyr657Cys), ycnagkoBaHy Big Matepi-
HOCif LUbOro reHa (ams. puc. 2). MaTn Bikom 64 poku mae
3picT 147 cm (2,4 SD), macy Tina — 66 Kr, IMT — 30,5 kr/m?
(ompiHHA | cTyneHsa). Y Hel Bi3yanbHO BiiCYTHE BUKPUB-
NEHHA HWKHIX KiHUiBOK. JlikyBaHHA He oTpuMmye. 3a
pe3ynbTaTaMy N1abOpPaTOPHOro AOCHIIKEHHA Y Hel
TaKOXX BUABNEHO 3HMKEHHA PiBHA B KpoBi dpocdopy fo
0,62 mmonb/n (Hopma — 0,78—1,65 mmonb/n) Ta
25(0OH)D — po 56,5 Hmonb/n (Hopma >75 HMonb/n) Ha
TNi HopmanbHoro Bmicty MNTT.

Ycim TpbOM NavuieHTaM L€l CiM'I MOKa3aHa naToreHeTny-
Ha Tepanis 6ypocyMmabom — peKOMOBiIHaHTHVIM NIOACHKIM
MOHOKJIOHa/IbHUM aHTUTINoMm (IgG1), Ake 3B'A3y€ Ta iHri-
6ye aktmBHicTb FGF-23, 3aBaAKku uboMy 306inblUyeTbCA
KaHanbLeBa peabcopbuia docdaTis y HMpKax Ta 36inbLuy-
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Puc. 3. Penmeerozpamu ma degopmauii kicmok nayieHma N° 2: A, b — depopmauii HUXHIX KiHYi8ok; B — peHmzeHozpama

KOJiIHHO20 cy2i06a; [ — peHmeeHo2pama ikme08020 cyzio06a

€TbCA KOHUeHTpauia B nnasmi Kposi 1,25(0H)2D. OgHak
npenapar He 3apeeCTPOBaHNI | He JOCTYMHWI B YKpaiHi.

KNIHIYHUXA BUMTAAOK Ne 3

HiBunHKa, y AKOI 3 2 pOKiB, Bii NOYaTKy XOAiHHA
3’ABMNOCH BUKPUBAEHHA HUXKHIX KiHLIBOK, WO nNporpe-
cye. CnocTepiranacb opTonegom 3a MicLileM NpPOoKMBaH-
HA. 38 JaHUMK CIMEMNHOro aHamMHe3sy, ANTKHA Bif Cro-
pigHeHoro wntoby (6aTbKn — aBOlOPIAHI 6paT i cecTpa
no niHii 6atbka). pyra guTnHa y cim'i — xnonyuuk, pig-
HWI 6paT NaUieHTKN, 340POBUIA.

3a gaHMMK aHamHesy, y Billi 5 poKiB reHeTuK Brnep-
e BCTaHOBUB fiarHo3 docdaT-giabety Ta BapycCHOI
nedopmauii HUXKHIX KiHUiBOK. PekomeHaoBaHa Tepa-

nia xonekanbundpeponom y gosi 10 000 MO Ha poby
BNPOAOBK 2 MIiC 3 MOAANbLUOK KOpeKLUie fo3n, ane
KOHTPOJIb MOKa3HUKiB Kanblito, docdopy Ta JIO He
nposoaunu. Hagani otpumysana BitamiH D nepiognu-
HO Kypcamu.

Y 3B'A3KY 3 BUKPUBNEHHAM CTErHOBUX KIiCTOK, WO
nporpecye, AUTUHY Y BiLli 7 POKiB npoonepyBsanu: npo-
BeAEHO TMMYaCoBUI remienidpizeones ANCTanbHOT 30HU
poCTy natepanbHOro BigAiny 060X CTErHOBUX KiCTOK,
NPOKCMMasnbHOI 30HW POCTY faTtepasnbHOro Bigginy
060X BENMKOroMiNIKOBMX KiCTOK, afie MoKa3HUKN Kaslb-
uin-pochopHOro 06MiHy He JOCAigKyBanw.

PekomeHZoOBaHO Mpuriom Agivi Ha [OO6Yy Kanblito
kapboHaTy no 1250 mr i xonekanbumdepony no
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200 MO ynpogoBx micAudA, Hagani — MNOBTOPHMMU
Kypcamu yepes MicALb TPUBano, a Takox anbdakasb-
ungony no 2,0 MKr/goby nif KOHTponemM MOKa3HUKIB
KanbLito 3arasibHOro Ta BisibHoro i 25(0OH)D 3 meTolo
KopeKUil 4o31 npenapartis, NOCTiNHEe HOCIHHA opTone-
OVYHOrO B3yTTA.

Y Biui 7 pokis 11 mic 3 ornagy Ha mirpauito n1acTMHU
rBUHTIB NaTepasibHOI MOBEPXHi ANCTanbHOro Bigainy
NiBOI CTErHOBOI KiCTKM NPOBeAeHO NNaHoBe XipyprivyHe
BTPYYaHHA — nepeBCTaHOBIIEHHA X- NoAibHOI nnacTu-
HW Ta rBMHTIB cuctemun «Ctabinic». Micna onepauii guTtn-
Ha XoAma 3 MNOBHMUM HaBaHTaXKEHHAM Ha ob6uaBi Horw.
be3 nonepegHboro i guHamiyHOro nabopaTtopHOro
KOHTPOJIO pPEeKOMEHA0BAHO MPUIAOM xonekanbunde-
pony B fo3i 2500 MO Ha foby NpoTArom poKy, NOCTiHi
3aHATTA NiKYBaSIbHOIO $i3NYHOI0 KYNbTYpOIo And 3Mill-
HEHHA HUXHIX KiHLIBOK, Yepe3 3 TvxK nicna onepauii —
3aHATTA Ha BenoTpeHaXepi, NfaBaHHA Ta rigpokKiHe3o-
Tepanito. 3i cniB 6aTbKiB, AUTUHA OTPUMYBaia PeKOMEH-
[JOBaHe NiKyBaHHA nvwe nepioguyHo.

MpoTAarom HacTynmHWMX ABOX POKiB (y BiUi 8 pokis
11 mic i 9 pokiB 8 mic) npoBoAUAW NAHOBI XipPypPriyHi
BTPYYaHHA: BuAaneHHA meTadizapHMX FBUHTIB naTe-
panbHUX NOBEPXOHb MPOKCUMAJIbHUX 30H POCTY 060X
BEJIKOTOMINTIKOBUX KiCTOK i MeTadizapHOT natepanbHoi
NOBEPXHi AUCTaNbHOI 30HM POCTY MpPaBol CTErHOBOI
KicTkn. licna ymx onepauin pekoMeHZOBaHO MOBHe
HABAHTAXKEHHS Ha 0O6UABI HVKHI KiHLIBKM i MOCTIHNN
npuiom xonekanbuudpepony y nosi 1500 MO Ha gooy i
5000 MO Ha poby BignoBigHoO, B 060X BunagKkax 6e3
nposefeHHA 1abopaTopHOro KOHTPOJIO.

Y Biyi 10 poKiB y 3B'A3KY 3 HM3bKOPOCHICTIO Ta
BUKPUBNEHHAM HUMHIX KiHLiBOK, LLLO NPOrpecye, rocni-
TanizoBaHa AnAa 06CTEXEHHA [0 eHAOKPUHOMNOMYHOro
BingineHHAa HOCJ «OxmatguTt». Ha MomeHT ornagy
3picT AiBYMHKKM cTaHoBMB 122,6 cm (-2,2 SD), maca
Tina — 29,5 kr, IMT — 19,6 kr/m? (> 85-ro nepueHTU-
ns). JlabopaTtopHe AOCHiIOMEHHA BUABUIO HOPMasbHY
eKCKpeLito KanbLito B JOOOBIN ceui i 3HMxeHy — doc-
dopy (no 8,42 mmonb/foby, Hopma — 13—42 mmonb/
[00Yy), 3HWKEHNA PiBEHb Y KPOBI KaNbLilo BiNbHOMO
(no 1,06 mmonb/n, Hopma — 1,16—1,32 mmonb/n) i doc-
¢dopy (zo 0,84 mmonb/n, Hopma — 1,05—1,85 mmonb/n),
HOPManbHWI BMICT 3arasibHOro Kanbuito (2,53 mmonb/n,
Hopma — 2,19—2,63 mMonb/n), NigBULLEHY KOHLEH-
Tpauito JIO (930 Oa/n, Hopma < 312 Og/n), iHwWi Gio-
XiMiYHi NoKasHUKKM Bynn B Mexax HopmMu. Pesynbratn
ropMoHanbHoOro gocnigxeHua: TTI, BT4, aHTuTINa Ao
TUpeonepokcnaasm, ectpagion, iHcyniHONodibHWn
dakTop pocTy-1 — y Mexax BiKOBOT HOpMM, NposaK-

TMH — 16,3 Hr/mn (Hopma — 1,9—9,6 Hr/mn). Ha Tni
npunomy BitamiHy D y no3si 6000 MO/noby Bnpoposx
OCTaHHbOrO MicALUA 3HWKEHI noka3Huku 25(0H)D —
23,99 Hr/mn (Hopma — 30—100 Hr/mn) i NTIF — 11,56
Hr/Mn (Hopma — 15—65 Hr/mn).

MNpoBOKaTMBHI TeCTn AnA [iarHOCTUKN COMaTOTpOn-
HOI GYHKLUIT NoKasanu, Wo MakcMmanbHe NigBuLLeHH:
cekpeLii ropMOHY pPOCTy micna cTuMynauii Bigdynocb
yepes 120 xB — 1,86 Hr/mn. KicTkoBui BiK, 3a faHUMU
peHTreHorpamu KucTen (3rigHo 3 atnacom Greulich and
Pyle), ctaHoBUB 9 pOKiB. YNbTpa3ByKoBe AOCHiAXKEHHA
(Y3[1) cepus, opraHiB yepeBHOT MOPOXHUHM Ta WMUTO-
nofiGHOI 3351031 He BUABWO NATONOTriI.

KoHcuniym eHOOKpWHONOriB YCTaHOBUB fiarHo3:
PaxitononibHe 3axBoptoBaHHA (docdaT-miabet?).
BapycHa pedopmauia CTeroH, NnOCKO-BasbrycHa
aedopmalisa cton. Octeonopo3s reHeTUYHMA. CyOHaHI3m
NOEAQHAHOrO reHesy: reHeTUYHNN, CIMENHUIN 3 YacTKO-
BMM fedilMToM ropMoHy pocTy. HegocTaTHicTb BiTami-
Hy D. Hagnnwkosa maca Tina.

PekoMmeHaoOBaHO Tepanito Xonekanbuudeponom y
no3i 1000 MO nig koHTponem piBHA 25(0H)D, a Takox
KMN® no 1 TabneTui Ha fob6y.

Yepes 4 mic NpoBefeHO KOHCYMbTalilo AUTAYUM
eHgokpuHonorom LleHTpy. Ha mMomeHT ornagy autu-
Ha oTpumyBana xonekanbumdepon y cymapHiin [o3i
2900 MO/ o6y Ta KanbLjto kapboHaT y fo3i 1250 mr/o0y.
3pict — 124 cm (-2,6 SD), maca tina — 31 kr, IMT —
20,2 kr/m? (> 85-ro nepueHTunA). CtateBuin PO3BUTOK 3a
TaHHepom — 2-ra cTagis. BisyanbHo — 3HauHa fedopma-
LA HUKHIX KiHLiBOK (pwrc. 4b). 3a ;aHMMK nabopaTopHOro
JocnigkeHHs, pieHb dochopy B KpoBi — 0,86 Mmonb/n
(Hopma — 0,95—1,8 mmonb/n), 25(0OH)D — 30,3 Hmonb/n
(Hopma > 75 HMonb/n), NPY OAHOYACHOMY MifABULLEHHI
1,25(0OH)2D > 200 Hr/mn (Hopma — 25,0—86,5 Hr/mn) i
JI® — 781 Op/n (Hopma < 300 Op/n). MoKa3HMKK B KPOBI
MTT, Kanbuito 3aranbHOro Ta ioHi3oBaHoro i pochopy y
L06O0BIN cedi — y Mexax HOPMW.

[MpoBefeHa reHeTNYHa AiarHOCTMKa 3a AOMOMOroK
tNGS naHeni ckeneTHux gucnnasin, 3a pesynbratamu
AKOI BMABNEHO TrOMO3UrOTHY MyTauito SLC34A3
¢.304+5G>A, ycnapgkoBaHy Bif 6aTbKiB, retepo3mrot-
HUX HOCIIB LibOro reHa.

BignoBigHO f[O pe3ynbraTiB 0OCTEXEHb 3MiHEHO
Tepanito: npu3HayeHo KINO® npotarom 3 mic y fosi, wo
nocTynoBo 3pocTana (Big 3 po 6 Tabnetok Ha #o6y),
xonekanbuudepon y gosi 1000 MO/noby nig KOHTpo-
nem 25(0OH)D. Yepe3 9 mic nikyBaHHA uyepe3 CTano
HU3bkMn piBeHb 25(0OH)D (49,8 Hmonb/n) pgo Tepanii
gopaHo anbdakanbyugon y gosi 0,5 mkr/goby npota-
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Puc. 4. PeHmeeHo2pama HUXHIxX KiHYi8oK (A) ma deghopmauii Kicmok HUXHIX KiHUieok (b) nayieHmku N@ 3

rom 1 mic Ta 36inbweHo o3y xonekanbuudepony fo
3000 MO/po6y nig KoHTponem piHA ¢pocdopy, 25(0H)
D, 1O, kanbuito i pocdopy y aobosii ceui. 3 ornagy Ha
nouaTok nyb6eptaty (3a TaHHepom — 2-ra cTagifa) ans
MNOro CTpMMyBaHHSA | NONiNWeHHA AediHiTMBHOrO 3poc-
TY HU3bKOPOCJIOT AUTUHIW MPU3HAYEHO NiKYyBaHHS TpW-
TopeniHom y fo3i 3,75 mr 1 pa3 Ha 28 fHis.

lMicna KopekKuil nikyBaHHA NPOTAroM 7 MiC MOKa3HUK
dochopy B KpoBi 3anuwwaBca 3HMKeHUM — Big 0,71
po 0,85 mmonb/n (Hopma — 0,95—1,83 mmonb/n),
L0 3yMOBWJIO HEOOXiAHICTb MOCTYNOBOro 36iNbLIeHHA
go3un KNoO pgo 10 tabnetok Ha fo6y. 3aBAsKkM LbOMy
yepes MicAaub BMICT dpochopy B KpOBi HOpManilyBaBcA
(0,96 mmonb/n), IO — 3HM3MBCA fo 574 Op/n, pocdhopy
y B060Bin ceui — HopManisyBaBca — 29,2 HMonNb/ foby
(Hopma — 13—42 mmonb/poby), ane cnocTtepiranacs
rinokanbuiypis — 2,0 mmonb/goby (Hopma — 2,5—
7,5 mmonb/po0y). 3a gaHnmun Y31 HUPOK, 03HaK Hedpo-
KanbLMHO3Y He crocTepiranoch.

OBroBOPEHHA

YctaHoBMeHHA giarHo3y MOP € cknagHUM 3aBAaHHAM
yepes CXOXICTb KIiHIKO-NabopaTopHMX O3HaK (30Kpe-

Ma, HasABHIiCTb rinopocdaTemii) 3a pisHMx Gopm paxiTy.
Bipomo, wo 3HauHe nigBuweHHA piBHA MTT T1a J1O
XapakTepHe ana BiTamiH-D acouinoBaHux Gopm paxiTy,
Tog4i AK y nauieHTis 3 TOP i NnoKa3HWKN HopMasbHi abo
NOMIpHO nigBuLleHi [43].

Y HaBefeHMX KNiHiuHMx Brnaakax MOP i3 gBox cimen 3
MyTauiamn B reHax PHEX ta SLC34A3 3aranbHumn ans
BCiX MaLi€HTIB KNiHIKO-NabopaToOpHMMUN O3HaKamu Bynu
3aTpUMKa POCTY, TAKKa AedpopmaLlia HUMKHIX KiHLIBOK 3
PaHHbOro ANTUHCTBA, FrinodpocdaTemia 3a HopmasbHOro/
He3HauyHo nigBuweHoro abo 3HwkeHoro pisHA [1TT,
HeeEKTUBHICTb HEOHAPO30BUX XipypPriYHMX BTPYYaHb
Ha HWXHIX KiHUiBKax. Ha »kanb, Ha eTanax Takmx BTpy-
YaHb B OPTONEANYHMX BigQINEHHAX >KOQHOMY i3 NaLji€H-
TiB HE NPOBOAWSIN HANIEXXHOIO N1abOPaTOPHOrOKOHTPO-
N0 MiHepanbHOro o6MiHy Ta MOro KopekKLito ana fjocar-
HeHHs1 HopmodocdaTeMil, a TAKOXK reHETUYHE 0OCTEXKEH-
HA, O OYiKyBaHO MPU3BENO A0 HEeBAANMX Pe3ysnbTaTiB
onepadin i nporpecyBaHHsA iHBanign3awii naLieHTiB.

[IBO€ nauieHTiB € uneHamn OfHI€l poguHW, B AKIN
reHeTUYHa AiarHoCTMKa NiaTBepAnIa HaaBHICTb MyTauii
B reHi PHEX c.1970A>G (p.Tyr657Cys), ycnagkoBaHy Bif
MaTepi nauieHTa N2 2.
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Ha tni npm3HayeHoro nikyBaHHA nauieHTiB N2 1 Ta
2 npenapatamu Kanbuutpiony, KNO Ta xonekanbyunde-
ponom, piseHb docdhopy 36inblUMBCA, ane 3anuwaBca
HUXKYe 33 HOpMY, 3HMKeHHA BMicTy J1O Bigbynoch nuwe
y nauieHta N2 1. AkTuBHicTb JIO y cupoBaTLi KpoBi €
BaXKNMBMM GioMapKkepom KicTKoBOT pe3opbuii. Hi3bka
edekTuBHICTb Npenaparis BiTamiHy D Ta dochopHUx
L006aBOK y NaLieHTiB 3 X-3uenyieHnm goMiHaHTHUM [OP
3yMOBWIIA HEOOXiIAHICTb PO3POOKK HOBOrO NMpenapary
AnA iX NaTOreHeTUYHOro NiKyBaHHA.

3a faHMMK CyYacHMX KNiHIYHUX NPaKTUYHUX PeKo-
MeHpauin [23], eAMHOK NATOreHEeTUYHOK Tepaniet
nauieHTiB 3 FTOP 3 myTauieto B reHi PHEX € 6ypocymab. ¥
Aiten 3 X-3yenneHoto rinopocdaTtemieto Taka TapreTHa
Tepania cnpuYrHAE NigBueHHA peabcopbuii docda-
TiB Y HUPKOBUX KaHanbLAX, HOpMani3auito piBHA CUpo-
BaTKOBOro ¢ocdopy, 3MeHLEHHA TAXKKOCTI paxiTy Ta
60110 y KicTKax, NoninweHHA NiHiNHOro pocty i ¢i3unu-
HOT aKTUBHOCTI. 3a3Ha4YeHN npenapaTt edeKTUBHILLNI
NOPIBHAHO 3 TpaguUinHoo Tepanieto [6, 25]. BignosigHo
Jo pekomeHpadin [23], a Takoxk EMA i FDA [28, 29]
nouatkoBa fo3a Oypocymaby pana fiten CTaHOBWUTH
0,4 Mr/Kkr macu Tina, AKy BBOAATb MiALIKIPHO KOXHUX
2 TWXKHI 3 TUTPYBAHHAM [031 3 Kpokom 0,4 Mr/Kr macu
Tina 0o makcumanbHoi — 2,0 Mr/Kkr macu Tina (He 6inb-
we Hi>k 90 Mr) ana nigeuLleHHs pisHA docdopy B cupo-
BaTLi KPOBi B MeXax HUXHbOI MeXi pedepeHTHOro
BiKOBOro pfianasoHy. [1na gopocnmx naui€HTiB peko-
MeHAoBaHa fgo3a 1 Mr/kr macu Tina (MakcMmanbHO —
90 Mr) MiALWKIPHO KOXHUX 4 TUKHI [23].

Y nauieHTKn N2 3 BuABNeHo myTaLito B reHi SLC34A3,
yCrnagKoBaHy Bif CropigHeHux OaTbKiB-HOCIB Lboro
reHa. Ockinbkn y xBopux 3 TOP 3 myTaui€lo B reHi
SLC34A3 moxyTb OyTY BifCYTHI BisyanbHi BUABU fedpop-
MaLii KiCTOK, 060B'I3KOBMM € LOCiAXEHHA NapaMeTpiB
KiCTKOBOro 06MiHy Ta BU3HAY€HHA MiHepasibHOI LWinb-
HOCTI KiCTOK 3a [JONOMOroOt0 IBOEHEPreTUYHOI peHTre-
HiBCbKOiI abcopbuiomeTpii (DXA) ana BuABneHHA 6e3-
CMMNTOMHOFO MeTaboMiYHOro 3aXBOPIOBAHHSA KiCTOK Y
NaLieHTIB 3 MOYATKOBMM MOPYLUEHHAM QYHKLT HAPOK,
a TakoXK Y3[1 HUPOK Ana BMABNEHHA 6€3CMMMTOMHOIO
HedponiTiasy/HeppoKanbLMHO3Y Y NaLi€HTIB 3 KiCTKO-
BMMU BUABaMU [44].

3 ornAgy Ha MONeKynApHUN aedekT, Wo NeXnTb B
OCHOBI PO3BUTKY LIbOro BapiaHTa 3aXBOPIOBaHHA i Npu-
3BOAUTb [0 He3anexkHoro Big FGF-23 nigBuLLeHHA eKc-
Kpeuii docdopy i3 ceueto, TepaneBTNYHI nNigxoan Ao
NiKyBaHHA TaKMX NaLieHTiB NOTpebyioTb iHLWOT cnpAMO-
BaHOCTI Ha BigMmiHy Big BapiaHTa IOP 3 myTaui€to B reHi
PHEX [21, 45], a came npu3HavyeHHA pochopHmx foba-

BOK. 3a AaHUMM Mi>KHAapOOHOro [ocChifgXeHHA [46],
BBeieHHsA nuLle fo6aBok docdopy Kopurye BCi KNiHiu-
Hi Ta GioximMiuHi 3MiHWK, 3a BUHATKOM BTpaTtu docdopy i3
ceveto. HuHi BiacyTHi paHi wopo 6e3nevyHocTi nepo-
panbHux fob6aBok ¢pochopy B AOBrOCTPOKOBIN nep-
cnekTuBi wopo dopmyBaHHA KanbuudikaLii HUPOK, a
TaKOXX MOXMBOrO PO3BUTKY rinepnapatupeosly abo
eHTe3onarin [44]. 3acToCyBaHHA KanbLUTPIONy Y TakNX
NavuieHTIB € CyrnepeunMBmMM i HaBiTb WKIQJINBUM, OCKislb-
K1 MO>Ke NOCUNNTKM rinepkanbuiypito [2].

OTxe, EAVHNM NaTOreHeTUYHUM NiKyBaHHAM Y naui-
eHTiB 3 TOP Ta rinepkanbuiypi€elo 3 MmyTauieo y
reHi SLC34A3 € nuwe pobaBku dpocdhopy, Wo nigTeep-
[JXKeHO NO3UTMBHOIO BiAMoBIAA0 NauieHTKX N2 3 Ha Taky
Tepanito NPoTArom 12 Mic niKyBaHHA 3 [OCATHEHHAM
CTiIKOI HopMani3auii nokasHuKiB pochopy Ha BigMiHY
Bif nauieHTiB N2 1 Ta 2, y AKX He BAanoca JOCArTM Hop-
Manisauii piBHA pocdopy yepes iHLWY reHeTUYHy npu-
poay IOP. Y nauieHTkn N2 3 cnocTtepiraBca Takox gedi-
umnt 25(0OH)D 3a BigCyTHOCTI rinepKanbLiypii, O TakoX
3HaNLWNo BifobparkeHHA B geAKkux nybnikauiax [47, 48].
OediuyunTt BiTamiHy D MoXe MacKyBaTu rinepkanbLiypito
Ta nocunoBaTy rinodocaTemito i BUKPUBIIEHHA KICTOK,
TOMY MauieHTLi Oyno BUpiLeHO NPOBECTU MPOOHE fiKy-
BaHHA Xonekanbuudeponom 3 noganblnm AofaBaH-
HAM anbdakanbuugony npoTarom 1 Mic nig KOHTponem
BMiCTY Kanbuito Ta d¢ochopy B A060BIN ceui.
He3Bakatoum Ha BUCOKMI piBeHb Yy KpoBi 1,25(0H)2D 3
OAHOYACHO HN3bKUM BMIiCTOM Y KpoBi 25(0H)D, npobHe
nikyBaHHA npenapaTtoM Xxonekanbumdepony 6yno
CApAMOBAHE Ha MigBULLEHHA PiBHA OCTAaHHbOTO, WO 3a
NPWHLMMOM 3BOPOTHOIO 3B'A3KY Mano 3HU3UTU CeKpe-
uito INTT i, AK HacNigoK, yTBopeHHsA B HMpKax 1,25(0H)2D,
Ta 3MEHLUUTM NOro CTUMYJOBaNbHY fito Ha peabcopb-
uito KanbLito i ekckpeuito docdopy i3 ceyeto. Y nogasnb-
LIOMY NP AOCATHEHHI HOPMAsibHOrO PiBHA BiTamiHy D
NiKyBaHHA npenapatamn BiTamiHy D cnig BigMiHWTK
yepes pu3nK HedbpoKanbUnHO3y [2, 49—51].

BUCHOBKU

lnodochatemiuHnn paxit € pigKiCHUM reHeTUYHUM i
MYNbTUCMCTEMHMM 3aXBOPKOBAHHAM, O BPaXae€ giten
Ta JOpOCAUX i NOTpebye MynbTUANCLMNIIHAPHOIO Nif-
xopy. [Ans cBoeyacHoro BuABneHHs TOP cnig ob6ctexy-
BaTW AiTel 3 O3HaKaMM paxiTy, a came 3 BiACTaBaHHAM Y
pocTi, ¢i3nyHoMy pO3BUTKY Ta noABol Aedopmauiii
HUXXHIX KiHLIBOK, AKI MpOrpecyoTb.

BaxknnBoto NaHKo gns BUOGOPY TaKTUKKM NiKyBaHHSA
€ 060B'A3KOBE NPOBEEHHA MTEHETUYHOI fjiarHOCTUKM, 3
ornapy Ha CXOXICTb KINiHIKo-nabopaTopHKX BUABIB pi3-
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Hux BapiaHTiB OP. Y xBopux 3 myTaui€to B reHi PHEX
€4VIHAM NATOreHeTUYHUM JiKYBaHHAM 1A BUPILIEHHA
BCbOro CneKkTpa OopTonefuYHUX Ta KNiHIYHUX BUABIB €
6ypocymab. Y pasi iHwoi reHeTnyHoi npupogn FOP
NiKyBaHHA MoKe OyTu iHWKM (Hanpuknag, 3acTocyBaH-
HA nuwe dochopHMx fobaBok y nauieHTiB 3 TOP 3
MyTaLli€to B reHi SLC34A3).

BuacHe BU3HauYeHHA reHeTMYHOI NPUPOAN 3aXBOPIO-
BaHHA Ma€ Ba)KNMBe 3HaYeHHA ANA NpeHaTanbHol fia-
FHOCTMKU CiMENHUX GOPM 3aXBOPIOBAHHSA, @ TaKOXK fla€
3MOry CBOEYACHO NPU3HaYaTh NaToreHeTUYHe KoHCep-
BaTMBHE JIIKyBaHHA Ta ONTMMi3yBaTn epeKT Big Tepanii.

KoHgpnikm iHmepecis. Asmopu nosioomsistome npo 8io-
CymHicms KoHiKmy iHmepecis i piHaHco8soi 3auikase-
HOCMI NpuU HANUCAHHI cmammi,

Yuacme asmopig: koHuenuis cmammi— €. B. [no6a,
H. b. 3eniHcbka; obcmexxeHHA nayieHmis — J1. B. lsaHeHKo,
T.M. becaymosa, €. B. [noba, HanucaHHa cmammi—
€.B.Tno6a, I. O. [lepemamesko; KopeaysaHHA cmammi —
H. b. 3eniHcoka.
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PE3IOME
Finodpocharemiunmi paxit. KniHiuHi Bunagkn

€. B. [no6a’, H. b. 3enincoka’, T. M. becymoea?,
J1. B. lsaHeHko0?, I. O. [lepemameoko*

' YkpaiHcbKkul HayKko8o-npakmuyHul yeHmp eHOOKPUHHOI
Xipypeii, mpaHcniaHmauyii eHOOKpUHHUX Op2aHie | MKaHUH
MO3 YkpaiHu, Kuis

2HACTT «Oxmamoum», Kuia

3 Mukonaiscbka obnacHa 0umsaya KniHiyHa nikapHa, Mukonaie

4Tosapucmeo 3 obmexxeHoto 8idnosidanbHicmio «CMapm
Meoikan LieHmp», Kuig

lnodocdatemiunun paxit (FTOP) — reHeTMYHO reTe-
poreHHe 3axXBOPKBAHHA, O CYNMPOBOLXKYETbCA TiMNo-
docdatemieto, ckeneTHUMM (paxiTonodibHumm) nopy-
LUEHHAMY, 3aTPMMKOIO POCTY AiTen i Jopocnux Ta ypa-
KEHHAM iHIWMX opraHiB i cuctem. Moro yactota cTaHo-
BUTb 3,9 BNagky Ha 100 TuC. giTen, HapOLXKEeHMX »KNBU-
MU, MOLWMPEHICTb Bapitoe Big 1,7 Bunagky Ha 100 Tuc.
aiten no 4,8 sBunagky Ha 100 Tuc. ocib (gitel i gopocnux).

BuBueHO 0co6AMBOCTI AiarHOCTUKWM | cTparTeriio
BMOOPY NikyBaHHA pi3HMX popm DP Ta ouiHeHO edek-
TUBHICTb NpoBefeHoil Tepanii. ONnucaHo TpX BUNAAKK
nauienTie 3 TOP i3 gBox cimeit. Ana nigTeepakeHHA TOP
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BMKOpKCTAHO JlabopaTopHe Ta iHCTpPyMeHTanbHe
o6cTexeHHsA. TeHeTUYHY [HiarHOCTMKY MpoBeAeHOo 3a
JOMOMOroK TapreTHOro CeKBEHYBAHHA HACTYMHOrO
rnokoniHHA (tNGS) (maHenb ckeneTHux gucnnasin). Y
nauieHTiB 3 TOP cnocTepirany cninbHi KNiHiYHI 03HaKK
CKeneTHMX NopyLueHb (3oKpema BupasHy gedopmalliio
HWXKHIX KiHLIBOK 3 paHHbOro AUTMHCTBA) Ta 3aTPUMKY
pocty. Bci nauieHtn manu rinogochartemito npu Hop-
ManbHOMY/He3HauyHO MiABULLEHOMY ab0 3HMKEHOMY
piBHI NapatropmoHy. Bcim nauieHTam npoBefeHo Heo-
[HOpa3oBe XipypriyHe nikyBaHHA (6e3 BignoBigHoOro
NnabopaTopHOro Ta reHeTUYHOTro OOCTEXKEHHA | KOpeK-
il nokasHukiB docPopHo-KanbLieBoro obmiHy), Ake
6yno HeedbeKTVBHUM Ta NPU3BENO [0 iHBanign3auii.

Y ABOX NAU€EHTIB 3 OQHIEI pOAVIHWN FrEeHEeTUYHE JOChi-
IXKEeHHA NigTBEPANIIO HAsABHICTb FeTepO3UTroTHMX NaTo-
reHHUx MyTauin y reHi PHEX, y TpeTbOro — romo3sunror-
Hy MyTauito B reHi SLC34A3. Y pgiBUMHKM 3 MyTaUi€lo B
reHi SLC34A3 nicns npur3HavyeHol Tepanii fo6aBkamu
docoopy Bganoca gocartu Hopmodocdartemii. Y naui-
€HTIB 3 MyTaui€to y reHi PHEX nikyBaHHA npenapaTtamu
KanbumTpiony, xonekanbumdeponom ta pochopHMMM
JobaBKamMu Mano He3HauHy edpeKTUBHICTb (piBeHb dpoc-
¢dopy 306inbWMBCS, ane HOpPManisyBaTu MOro BMICT He
BAaNOCA), TOMy AOUIIbHAM MeTOAOM Tepanii y Takux
nauieHTIB € NuLLe 3acTocyBaHHA 6ypocymaby.

[lo BUKOHaHHA 6yab-AKNX KOpUryBasbHUX onepadii
cnifi NpoBecTn peTenbHe NabopaTopHe i reHeTMYHe
06CTEXEHHA Ta KOMMNEHCYBaTK NoKasHNUKKN docdopHo-
KanbLiesoro obmiHy. BuacHo po3noyate natoreHeTuu-
He KOHCepBaTMBHE NiKyBaHHA MOXe NONiNWnTn CTPYK-
TYPY KiCTKOBOI TKaHWMHW Ta KiHLUEBUW PiCT, a TakoX
3MEHLINTY NoTpeby y KOpUryBanbHUX onepaLifx.

KniouoBi cnosa: rinodochatemiyHnin paxit, paktop
pocty ¢ibpobnacTis-23, ckeneTHi gedopmadii, reHe-
TWUYHA AiarHOCTMKA, KNiHiKa, NiKyBaHHA.
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Hypophosphatemic rickets. Clinical cases
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Hypophosphatemic rickets (HR) is a genetically
heterogeneous disease that is accompanied by
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hypophosphatemia, skeletal (rickets-like) disorders,
growth retardation in children and adults and by
damage of other organs and systems. Its incidence is
3.9 cases per 100.000 live births, and the prevalence
ranges from 1.7 per 100.000 children to 4.8 per 100.000
people (children and adults).

The study was aimed on the investigation of
diagnostic features and treatment strategy of different
HR subtypes and evaluation of the effectiveness of
therapy. Three cases of patients with HR from two
families have been described. Laboratory and
instrumental investigations were used to confirm the
HR. Genetic diagnosis was done using next-generation
target sequencing (tNGS) (skeletal dysplasia panel).

General clinical features of skeletal disorders (e.g.
severe deformity of the lower extremities from early
childhood) and growth retardation were observed in
patients with HR. All patients had hypophosphatemia
with normal/slightly elevated or decreased PTH levels.
All patients underwent repeated surgical treatment
(without appropriate laboratory and genetic testing
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Jama nionucaHHa cmammi 0o opyky 16.03.2022 p.
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and correction of phosphorus-calcium metabolism),
which turned out to be ineffective and led to disability.
In two patients from one family, genetic testing con-
firmed the presence of heterozygous pathogenic PHEX
variant, and in one — a homozygous SLC34A3 variant.
Normophosphatemia was achieved in agirl with
SLC34A3 after starting therapy with the phosphorus
supplements. In patients with PHEX variant, treatment
with calcitriol, cholecalciferol and phosphorus supple-
ments had little effect (P levels increased but normal-
ization was not achieved), thus only burosumab proved
to be rational therapy for such patients. Prior to any
corrective surgery, a thorough laboratory and genetic
examination should be performed to compensate the
phosphorus-calcium metabolism. Timely initiation of
pathogenetic conservative treatment can improve
bone structure and final growth, as well as reduce the
need for corrective surgery.

Keywords: hypophosphatemic rickets, fibroblast
growth factor-23, skeletal deformities, genetic
diagnosis, clinical features, treatment.
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