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Pestome. AKTyaAbHICTb. X-34enAeHda rinogocearemis € HAUMOLLMPEHILLIOK GOPMOKO CrAAKOBOIO BITAMIH-
D-pesncreHTHOro paxiry. Ha cboroaHi MQe MicLe risHs1 AIQrHOCTUKQ, Mi3HIV MOYQATOK AIKYBQHHSI | MOB s13QHE
3 UMM 3HQYHE MOTIPLUEHHS SIKOCTI XXUTTS MNALIEHTIB 3 X-34EMAeHOKO rinogpocearemieto. Mera: Ha NpUKAQAIL
KAIHIYHOrO BUMOAKY MPUBEPRHYTH YBArY A0 MPOBAEMIM X-34ENAEHOI rinopocoaremii, POIMSIHYT TOQANLIIHI
V1 HOBITHI MIAXOAM AO AlQrHOCTUKK TQ Tepanii. Marepiaan Ta metoAn. [1POQHANIBOBAHMM CIMEVIHA BUMQ-
AOK X-34ernneHoi rinopocaremii y xnonymka 4 pokis. PE3yAbTATH. Y 3B°S13KY 3 QHQAAI3OM CIMEMHOIrO BUNAAKY
PO3INSIHYTI CY4QCHI MIAXOAM AO KAIHIHHOT, AQBOPATOPHOI TQ IHCTOYMEHTAALHOI AIQrHOCTUKI, PEKOMEHAOBAHI
MDKHQPROAHUMU KAIHIYHM HOCTQHOBAMM 3 AIQrHOCTUKI Vi AiKYBAHHST X-34eNAeHOI rinogpocaremii. [lpoaHa-
AIBOBQHO MPUYUHW Mi3HBOI AIQrHOCTUKM, NEPEBAr 1 HEAOAIKM TOQAMLIMHOI Tepariil. [ooBeAEHO KOpEeKLito
AIKYBQHHSI, LLIO BKAKOYQE Mpenapam ¢ocoary v QKTMBHOIO BITAMIHY D 3 ypaxyBAHHSIM PEeKOMEHAQLI MiXK-
HQPOAHUX KAIHIYHUX HOCTAHOB. HaBeAEHI HOBITHI AQHI MPO AIKYBAHHST X-34ernAeHoi rinopocoaremii 3a Ao-
MOMOroro 6ioAOrYHOI Tepariii 3 BUKOPUCTAHHSIM Mpenaparty 6ypocymab. HaBeaeH  pe3yAbTaTii KOPOTKO-
CTPOKOBUX AOCAIAXKEHb e(EKTUBHOCTI 11 6e3rekn 6ypocymMabdy B AiTen i AOPOCAMX. BACHOBKH. X-34ernAeHa
rinogpocoaremis — CKAQAHQ CraAKOBQA TyOYAOMQTis, O BUMQArae CBOEYACHOI AIQrHOCTUKM, AIKYBAHHST i
PEeTeAbBHOIro BEAEHHST MALIEHTA MYABTUAMCLUMIAIHOPHOKO KOMOHAOK AIKQPIB. Y pa3i Niao3pm HQ X-34erAeHy
rirogpocearemito CAia SIKOMOra paHiLLe rnPoBECTU KAIHIYHE, AQBOPATOPHE M IHCTOYMEHTAALHE OOCTEXEHHS
nauieHTA 3riAHO 3 MDKHOPOAHUMU PEKOMEHAQLISIMM. HE3BQXKQKOYM HA TE, LLO TPOAMLIVIHE AIKYBAHHST MQE
OBMeEXXEHY TeparneBTnYHy ePEKTUBHICTL | MOBIYHI ePEKTH, PAHHE MOro rMPU3HAYEHHST MOB SI3QHE 3 KPQLUMMIM
PEIYALTATAMU AAST MQLIEHTIB. SBHQYHV MPOIPEC Y AIKYBQHHI rinogocoaTteMiyHoro BiramiH-D-pe3ncTeHTHOro
PQaXiTy OB SI3QHMIA i3 CMPSIMOBAHOK HQ MO0 MATOQI3I0AOrTYHI MEXAHI3MM GIOAOMYHOK Teparnieo 6ypocyma-
60M, rMPOGinb ePEKTIB SIKOrO AO3BOASIE POSINSIAQT LIKO TEPATTIIO SIK PSITIBHY.

KAIOYOBI CAOBQ: AiT, rinogocaremiyH BITaMiH-D-pe3nCTeHTHMA PAXIT; X-34enieHa rinogpocoaremis;
pocoar-aiaber; pakTop pocTy pibpobaacTis 23; GiororiyHa Tepanis, 6ypocymab

Bctyn

X-3uemieHa rinodocdareMis (XI'D) € HalmommMpeHi-
o0 (popMoIo CragkoBoro paxity [1—4]. 3axBopioBaHiCTh
craHoBuTh 3,9 Ha 100 000 XMBOHApOIXKEHUX, TOLIUPE-
Hictb — Bix 1,7 Ha 100 000 miteit mo 4,8 Ha 100 000 ocib (mi-
Tei i mopocaux). [Iprbanu3HO BABiUi YaCTillle peecTPyETHCS
B 0ci0 xiHoyofi ctaTi [1, 2, 5].

Xoua natoreHe3 XI'® MOBHICTIO He BUBYEHUIA, Ha ChO-
ronHi BimzoMo, 1o XI'd — e X-34erieHnii JToOMiHaHTHU
posnaj, SIKMii BAHUKAE B Pe3yJIbTaTi MyTalliii y TeHi ToMO-

Jiora (ocdar-perynondoi HEUTpaJbHOI €HIOTENTUIA3H
(®PHEII), posramoBanomy Ha Xp22.1 [6—8]. Myrauii
BUKJIMKAIOTh HAIMipHY MPOAYKIIilo (pakTopa pocTy hidbpo-
6nacriB 23 (OPD23) i, oTke, HAIMIpHY Or0 aKTUBHICTb.
Lle, y cBoto yepry, 3MeHIIlye HUPKOBY KaHaJblIEBYy peald-
copOiiito Ta 30i7blIye HUPKOBY eKckpellito ocdary (P),
1110 MPU3BOAUTH 10 3HUKEHHS PiBHS Py cupoBaTii Kpo-
Bi Ta, 3pelITol0, 10 MOPYILIEHHSI MiHepasi3allii KiCToK i ix
narojoriuHux 3miH [7—10]. Kpim Toro, ®PP23 3HuxKye
AKTUBHICTh HUPKOBOI 10-TiIpoKCcUIa3u, TUM CaMUM 3HU-
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XKyrouu pieHb 1,25-purinpokcusitaminy D (1,25(0OH),D)
Yy CHpOBaTili KpOBi, 3MEHIIYE IIIYHKOBO-KUIIKOBY ab-
copbuito P, 110 Takox 3HUXYE piBeHb P y cupoBaTili KpoBi
i1 moripiiye MiHepaiizaiiio Kictok [6, 9, 11, 12]. 1li edek-
TH TIOSICHIOIOTH OUJIBIIIICTh XapaKTepHUX KIiHIYHUX O3HAK
XI'd, BKIIOYHO 3 PaxiTOM, OCTEO- Ta OJOHTOMAJISIIIEIO,
HETPOIOPIIiiTHO HU3BKWUM 3pOCTOM, $IKi 3a3BUYail PO3BU-
BalOThCS B TIALIIEHTIB MPOTITOM IIE€PIIOTO-APYTOTO POKY
KutTs [1-5].

Tonka perymsuiss P B opraHi3mi IMOBHICTIO 3aJeXUTh
Bill HUPOK, KepPOBaHUX LUPKYJIIOIOUMMU TOpMOHaMHU (30-
Kpema, napatupeoiguum ropmoHom (ITTT), ®PD23 i no-
¢damiHOM), iHCYJiHOMOAIOHUM (hbakTOopoM pocty 1, doc-
¢aTHUM HaBaHTaXKEHHSIM Ta iHIIUMM areHTamMu. Maiixe
BCsl HUPKOBa peadbcopOuiist P BinOyBaeTbcs B MepIMX cer-
MeHTaX He(pPOHiB, KOPOTKUX MPOKCUMATbHUX 3BUBUCTUX
kaHanbisix [10]. Bimomo, 1110 P HeoOXinHuii y nepiiry uepry
JUISI CUHTE3Y i1 OOMiHY KiCTKOBOI TKaHMHU i 3a0e3reueH-
HS LJTOl HU3KM KJIITUHHUX IIPOLECiB, BKIIOYHO i3 CMHTEe-
30M HYKJIETHOBOI KHUCJIOTH, EHEPTeTUYHUM MeTabOoi3MOM
(yrBopeHHss AT®D) i mexaHizmMoMm dochoprtoBaHHs/ne-
¢dochopuiiioBaHHS CUTHAJIbHUX MoJieKyal. KpiMm Toro, BiH
€ YaCTUHOIO TiApOKCialmaTuTy, SIKMIl € BaXKJIMBOIO HEOp-
raHiyHoro crnojiykoro Kictku [8—10]. IlinTpumka piBHs P
TaKOX BaxkKJIMBa JIJIs1 3a0€3MeYeHHS arloITO3y XOHAPOLIUTIB
y IJTAaCTMHI POCTY 3 MONAJIbIIIO MiHepaizalieto. Ao P
HEJIOCTaTHbO, XOHIPOLIMTH HE TEePEXOIsSITh Y CTaH aroITo-
3y I OCTEeOil HAKOIMUYYEThCS O€3 MiHepaizallil, 10 Mpu-
3BOJIUTH JI0 3aTPUMKU POCTY, paxiTy it ocreomarsiiii [13].

TMopyiieHnHs MiHepaizailil KicTOK MOXe MPU3BECTH He
TUIbKHY 70 Aedopmallii KiHI[iBOK, HU3bKOTO 3POCTY, OCTEO-
apTPUTY, ajie i 10 MATOJOTIYHMX TIepeJIOMiB Ta iHIIIMX He-
CIPUSITIMBUX pe3yabraTiB [6, 11].

bararo BUeHUX mifLIIN BUCHOBKY, 110 PaHHS diarHOC-
THKa W amekBaTHe JikyBaHHs XI'dD MaloTh BuUpillalibHE
3HAUEHHSI IJIsI JOCSITHEHHSI ONTUMAJIbHUX Pe3yJbTaTiB |2,
4, 14, 15].

Ha cporomni B YkpaiHi icHye mpobJjiemMa: OCKiIbKU 3
ycix nposisiB XI'D HaitGinbl BUpaxeHa MaToJiorist came 3
OOKYy OIOPHO-PYXOBOTO arapary, CiMeliHi Jiikapi 3a3Buyai
CKEpOBYIOTh TaKUX TMAIlliEHTIB 10 OPTOIEIiB-TPaBMAaTOJIO-
riB, SIKi € MepIIMMHU, a YacTo i JIOBITOTPUBAIO E€JIUHUMMU,
XTO JIIKY€ LIUX XBOPHUX 32 JIOTIOMOTOI0 OPTONEIUYHUX BTPY-
yaHb. Ha aJb, KOHCYIBTYBaHHS, i B TIEPIITy Yepry TUTIIO-
ro Hedposiora Ta CyMiXKHUX CIIELIaIiCTiB, YacToO OyBa€ Bim-
CTPOYEHUM, 3alli3HiIMM i B KiHIIEBOMY ITiICYMKY BILIMBA€E
Ha nporHo3 XI'd.

MeTta qoCHiIKeHHs: Ha MPUKIIai KIiHIYHOTO BUMAIKY
MPUBEPHYTHU yBary a0 npodiemu XI'D, po3rissHyT Tpaau-
LiiAHI 1 HOBITHI MiAXOAX A0 AiarHOCTUKM Ta Tepartii.

MaTepiaAn Ta MeToAmn

VY crarTi posrnsmaEThes ciMmeitHuii Bumagok XI'd y
xyormurka K. 4 pokis.

Ha npoBeneHHs1 KIiHiKO-1a00paTOPHO-iHCTPYMEH-
TaJbHOTO JIOCTIIKEHHSI OTPUMaHO iHGOPMOBaHY 3TOIY
nauieHTa. [1pu mpoBeneHHi TOCTIIKEHHS JOTPUMYBAINCh
npaBWI Oe3MeKu Il 30epeXKeHHsI XKUTTS, 3M0POB’S i IIpaB
nali€eHTa, MOPaJbHO-eTUYHUX HOPM i KaHOHIB JIIOICHKOI
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rimHocTi 3rigHo 3 [enbciHehKOoM0 nekiapaliielo BececBiTHBOT
MEIMYHOI acolliallii, OCHOBHUX ITOJIOXKEeHb KOHBEHIIi1 Paau
€Bpornu mpo Tpasa JIOIUHU Ta GIOMEIULIMHY, ETUYHOTO
Konekcy BueHoro Ykpainu (2009) i Haka3y MiHicTepcTBa
oxoponu 310poB’st (MO3) Ykpainu Ne 690 Bix 23.09.2009
(3i 3MiHamu, BHeceHuMH 3rigHo 3 Hakazom M O3 Ykpainnu
Ne 523 Bim 12.07.2012).

PesyAbTaTH

Kniniyamii Bunmagok. Matu 4-piunoro xymomunka K.
3BepHYJIach 3i cCKapraMy Ha BiacTaBaHHS OIUTUHU B POC-
Ti, 3aTPUMKY Mpopi3yBaHHs 3y0iB, Aedopmaliilo yeperna,
HIMDKHIX KiHIIIBOK i xpeOTa, IepioadyHi 00ji B KiCTKax.
[1pu 06’eKTUBHOMY OIS Oipa3y MPUBEPHYJIO YBary, 110
NUTUHA Ma€ 3aTPUMKY (Di3UYHOTO PO3BUTKY (3picT 85 cMm,
Bara 13 xr, IMT 18 kr/m?, BACHOBOK — HaHi3M), IICKXOMO-
TOPHOTO PO3BUTKY, 3aTPUMKY JEHTallii BiTHOCHO BiKY, ITO-
MipHY BapycHy nedopmallito HUXKHIX KiHII[IBOK ITiCJIsI BXe
IIPOBEICHOI OPTONEANIHOI KOPEKIIii (OCTEOCUHTE3Y).

3rigHO 3 aHaAMHE30M 3aXBOPIOBAaHHS, MEpIIi 3MiHU 3
GOKY OTIOPHO-PYXOBOTO arapaTy B IUTUHU Y BUTJISIII TUC-
IUIa3ii JIiBOro KyJbLIOBOTO Cyrjoba OylIM HiarHOCTOBaHi
IUTSYUM OPTOIEAOM Y 2-MiCSTYHOMY Billi, @ B 5 MicC. Imics
MPOBEEHHSI PEHTIEHOJIOTIYHOTO OOCTEXKEHHST BUSIBICHUI
ITiIBUBUX TOJIiBKM JIiBOI CTETHOBOI KiCTKH 32 PaXyHOK TiIlo-
IUIa3ii KyJbIIoBOro cyriioda. ITouaTok aeHTallii 3apeecTpo-
BaHUI y 8 MicslliB, y TOMY X Billi IUTHHA MoYaga CUIITU
3 oropoo. Y 9-MicssuHOMY Billi HA TJi npuitomy mpodi-
JIAKTUYHOI 103U BiTaminy D ciMeitHUM JlikapeM BUSIBICHI
Teplli 03HaKW paxiTy — BUpaxkeHi JJOOHI Oyrpu. XJI0munK
1oyvaB OnupaTuch Ha Horu B 10 Mics11iB, a BIEBHEHO CTa-
BaTU Ha HiXXKK1 — B 1 pik, xomutt — B 1 pik 4 micsii. Came
B LILOMY Billi, 3 MOYaTKOM XOAM, i MaHi(peCcTyBaIl OCHO-
BHI IOPYILIEHHSI — BapycHa Aedopmalrisl HYDKHIX KiHITiBOK,
3HAYHE BiICTaBaHHS B POCTi, 3MiHa ITOCTaBU, XOIHU, SIKi B
IMHAaMIlll 3HaYHO MporpecyBajiv. Y Billi 2 pOKM XJIOMYUK
MaB Bary 10 k1, pict 77 ¢M, 3 IpUBOIY YO0 OYB KOHCYJIb-
TOBaHUI €HIOKPUHOJIOTOM, SIKUf BCTAHOBUB JiarHO3: Ha-
Hi3M HEyTOYHEHU.

Y 2-piuHoMy Billi B AUTHHU BIieplie 3achiKCOBaHO
3HIKEHHSI B CMpoBartili KpoBi piBHs P — 0,77 mmonb/n
(N 1,45—1,78) mpu HOpMasbHIiil KOHLEHTpallil i0OHi30-
BaHoro Ca — 1,28 mmonb/a (N 1,18—1,32) i 25(OH)D —
41,59 ur/min (N 30—100).

VY 3-piuHOMY Billi KOHCYJIBTOBAaHMII HE(PPOIOTOM.
[Ipu oGcTexkeHHI BUSIBICHO 3HIDKEHHSI B CUPOBATIIi KPO-
Bi piBHst P — 0,66 mmons/n (N 1,45—1,78) mipu Hop-
MaJIbHUX KOHLIEHTPALLisIX IHIIMX MOKA3HUKIB: 3arajlbHOrO
Ca — 1,26 mmonb/n (N 1,2—1,38), ionizoBanoro Ca —
2,37 mmonb/n (N 2,2—2.7), nyxHoi ¢ocdarazu (JID) —
326 On/n (N 142—-335), naparropmony — 7,19 mmoub/n
(N 1,3-10,0), xanbuurtoHiny — 7,01 nr/mn (N < 15),
25(OH)D — 51,5 ur/mi (N 30—100). [Toka3HUK KpeaTUHi-
HY B CUPOBATIIi KPOBi — B MexXax HOpMU (24,9 MKMOJIb/J),
pe3ynbTaTu  yabTpa3BykoBoro pociimkeHHst (Y3I) Hu-
pok — TakoxX. BcraHoBieHo momepemHiii miarHo3: ¢oc-
dar-miader (?)

VY ToMmy X Billi, B 3 pOKHU, XJIOIMYUK KOHCY/ILTOBA-
Huii y KII «Mixo06gacHU# LIEHTp MEIUYHOI TeHEeTUKU
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i mpeHataibHOI miarHoctuku iM. I1.M. BepomoTseisiHa
HOP» (M. Kpusuit Pir). JliarHo3: rinodocdareMiyHmit
paxit (docdar-nmiader). E83.3. Tum ycnagkyBaHHS —
X-34eruieHUi TOMiHAaHTHUIA.

OpTorennyHa KOpeKIlisi HUKHIX KiHITiBOK (OCTEOCHHTE3)
MpoBesieHa y Billi 3 poku 2 micsui. OyHKIIT ormopy il xoau
MTOCTYITOBO MOKpaIiinch. Ha manuii yac marieHT roTyeThbest
IO YePTOBOi OPTOIEANIHOI KOPEKIIii HIKHIX KiHIIiBOK.

Ha ocobGmmBy yBary 3aciyroBye ciMeiiHMII aHaMHE3,
3TiIHO 3 IKMM Y MaMM XJIOITYMKA 3 1-pidHOTO BiKY, 3 IToYaT-
KOM XOJH, CIIOCTepirajach moMipHa BapycHa aedopMallis
HIDKHIX KiHIIBOK, a B 4-piYHOMY Billi — BMBMX KYJIbIIIO-
BOTO Cyrj00a, 1o noTpedyBaB iMMoOiiizaliii. ¥ 15 pokiB
XKIHII MpoBelleHa OPTOINEIUYHAa KOPEKIlisl: OCTEOTOMist
CTeTHOBUX i TOMIJIKOBMX KiCTOK 3 iMMOOiTi3alli€o auc-
TpakliitHO-KoMmpeciitHum amaparoM [iizapoBa. 3 mipu-
BOJIy MATOJIOTii OITOPHO-PYXOBOTO ariapaty MaTu B IUTSYO-
My Billi criocTepiraiach i JikyBajlaCh BUKJIIIOUHO AUTSIUYUM
optonenoM. Komnu ii cuHy OyB BCTAaHOBJICHWIA [iarHO3,
CTaJIo 3pO3yMiJIo, IO 3aXBOPIOBAHHS Yy XJIOIMYMKA Ta HOTO
Marepi Ma€ TeHETUYHO 0OYMOBJICHUI XapaKTep i SIBJISIE CO-
0010 ciMeliHuil Bunagok ¢ocdar-miadetry. Ha xanb, matu
XJIOMYMKA di3HalIach PO CBOE 3aXBOPIOBAHHS TiIbKU B 41
piK, MicJs1 BCTAHOBJIEHHS iarHO3y CHHY, SIKOTO HapOmu-
na B 38 pokiB. Ha chOrogHi MaTu XJ0mymMKa Ma€ HU3bKUI
3pict (145 cm), BapycHy AedopMallito HUXKHIX KiHIIIBOK Y
CTerHax i romMinakax, ocTeoapTpo3 KOJiHHUX CyriobiB 3-1
CTajil, cKapru Ha IepioanyHi 00J1i B KOJiHHUX cyrjo0ax i
maponoHTo3. Tepartis, siky niepioguano (1 pa3 Ha 3—6 Mic.)
OTPUMYE MaTU: XOHAPOITHH, TJTIOKO3aMiH.

Ha momeHT KoHcynbralii B 4-piuHOMY Billi XJIOIMYUK
MaB TaKi pe3yJIbTaTh 00CTEXKEHHS: Y CUPOBATIIi KPOBi 3HU-
keHHs piBHg P — 0,77 mmonb/n (N 1,05—1,80) ripu HOp-
MaJbHUX 3Ha4YeHHsX ioHizoBaHoro Ca — 1,31 MMmomb/1
(N 1,16—1,32), migBuiieHuil piBeHb JYXHOI (ocara-
31 — 530 On/n (N 142—335), HopMaibHi 3HAYEHHS Ta-
patropmMoHy — 43,6 rir/mia (N 14,9—56,9) i 25-rinpokcu-
Bitaminy D — 41,4 ur/mn (N > 20), migBulleHU piBeHb
comMaTtoTpornHoro ropMmony — 8,43 ur/mi (N 0,8—7,7). Io-
Ka3HUKU 1000BOi KOHIEHTpallii Ta ekckpelii Ca, 1o60Boi
ekckperii P (12,67 MMoib/m) y cedi Oy B MeXax HOPMH,
a 3HauYeHHs 1000BOI KOHIIeHTpalii P B cedi — migBuineHe —
57,6 mmonb/noby (N < 2,60), Y3J1 HUpoK — 6e3 maToJioriu-
HUX 3MiH.

Ha MomeHT KOHCymbTallii XJIOIMIMK OTPUMYBaB Tepa-
mito: P aktuBHwmit mo 500 MKT Tpudi Ha mo0y, adbdakaib-
munoa 1 mr 1 pa3 Ha aeHb, Bitamid D 2000 MO Ha no0y.

O6roBopeHHs

XT'®, 1110 po3rIsiAa€eThCs B IaHIl CTATTi, € HAWMOIIKUpe-
HillIMM FeHETUYHUM PO3JIaZioM TirodocdareMmii, orocepe-
koBaHoi ®P®23 [8, 14, 15]. KpiM 11boro BapiaHTa, 3HaUHO
pijllile peecTpyOThCS: aBTOCOMHO-JIOMiHAHTHMI 1 aBTO-
COMHO-pellecuBHUH rinmodocdaTemiynmii paxit, Giopo3Ha
MYcCIUIasist Kictok, cuHapoM Mak-K’rona — Onbpaiita i
CHHIPOM eITiiepMaJIbHOTO HeBYyca, TAKOXK BiIOMUI SIK CUH-
IPOM IIKipHO-CKeleTHOI rirmogocdaremii. Cepen HaOyTHX
dopm omnocepenkoBaHoi MPD23 rinodocdaremii ocHO-
BHOIO € MyXJIMHHO-iHIlyKOBaHa ocTeoMalsiiid [8, 9, 15 ].

Y 2019 poui 6ynu ony6iKoBaHi BUYEPITHi MixKHAPO-
Hi KJIiHiYHi TMpakTU4YHi HACTAaHOBM 3 MiarHOCTUKMW M JIi-
kyBaHHs XI'®, 3acHoBaHi Ha gokaszax: Clinical practice
recommendations for the diagnosis and management of
X-linked hypophosphataemia [1]. ¥ nogaibiiiomy 3 MeTOIO
CTIPUSIHHS aJieKBaTHOMY JIiIKyBaHHIO 3aXBOPIOBaHHs B Oa-
ratbox KpaiHax €BpoI oKpemo OyJia IpoBe/ieHa afarnTa-
LI KJIiHIYHUX HACTAHOB [2—6].

XT'® 3azBuuaii MaHidecTye B paHHbOMY AMTUHCTBI
MposIBAMU pPaxiTy, xo4ya CiMEMHMII aHaMHe3 MOXe CTaTU
MPUYUHOIO JIarHOCTUKM 111€ 10 MOSIBY BUAMMMX KITTHIYHUX
o3Hak [17]. Ha xxanb, y 1TaHOMY BUIIaJKy Y 3B’SI3KYy 3 TUM,
1110 MATOJIOTisA B MaTepi XJIOMUMKa He Oyja BCTaHOBJIEHA,
ciMeliHUI aHaMHe3 xo4a i OyB HassIBHUM, IIPOTE HE CIPU-
SIB paHHiil miarHocTulli. ToMmy, He3BaXKaroun Ha CiMeHuiA
aHaMHe3, y [IbOMY BUMAAKY MAaEMO CIIpaBy i3 3alli3HiJIOI0
niarHocTuKOoI0 XI'D.

Haii6inbir mommpeHUMU KiIiHiYyHUMEU TipostBamu XT'D
€ 3aTpUMKa POCTY il TOpPYIIEHHSI XOM, TaK 3BaHa Tepe-
BaJibHa Xoma, medopMallii KOJIiH, paxiT, Oilb y KicTKax,
aHOMAJIBHUI PO3BUTOK 3yOiB i ITOSIBa CIIOHTAHHMX 3Yy0-
HUX a0cClieciB, BTpaTa CIyXy, €HTe30IIaTisI Ta OCTe0apTPUT,
MOB’sI3aHi 3 HIDKHIMU IehopMallisiMM KiHIIiBOK i xpeOTa.

JliarHO3 BCTAHOBIIOETHCS Ha IMiACTaBi (hi3MYHOTO OIJIsI-
Iy, J1abopaTOpHUX MAOCJiIXeHb, BidyalizallifHMX dOCIi-
IDKEHb 1 CiMeifHOro aHamMHe3y; FeHEeTUYHUI aHali3 MoxKe
MiATBEPAUTH AiarHO3, SIKIIO MYyTallisl BUSIBJIEHA, ajie BiH HE €
CYBOPO HEOOXiTHUM JIJIsI BCTAHOBJIEHHS JiarHo3y |2, 3, 15].

Huxye HaBoaMMO IeTaibHUM OMUC 3MiH, XapaKTepHUX
st XT'D, BUABIEHHUX JIiKapeM-OpPTOIEAOM y XJIOMYMKa,
KJIHIYHUI BUMIAJ0K SIKOTO MU PO3IJISIIAEMO B IaHili cTaT-
Ti: GYHKIIIST OITOPHO-PYXOBOTO amapaTy oOMexKeHa i pi3Ko
nopyuieHa. Mae miciie ropyueHHsT (yHKIIT oTTopyu — Iu-
THHA He YTPUMYE piBHOBAry. Xo/aa HeCTilika, BUMYIlIeHa, Ha
HaITiB3irHYTHX KiHIIiBKaX, PyX4 B KYJbIIOBUX CyIJI00aX 00-
MeXeHi, 0COOIMBO BinBeneHH: i poTallis. JluTuHa MBUIKO
BTOMJIIOEThCS ITiJT Yac XOau, IIKyTuabrae. BapycHa negop-
Mallisl HUDKHIX KiHII[IBOK y CTerHax i rominkax. S-momioHa
nedopmaltist xpedTa B rpyTHOMY i OTIEpEeKOBOMY BifTiiax.
3HauHe 0OMeXXEeHHS PyXiB y XpeOTi.

V ninomy 3axsoproBaHHst Ha XI'D 1o’ s13aHe 31 3HAYHUM
TMOTipIIEHHSIM SIKOCTi XWTTS SIK JiTe#l, Tak i B IOPOCIUX,
KJIFOUOBY pOJIb Y LIbOMY BillirpaloTh CTPYKTYpPHI aHOMaJIii,
IIOB’s13aHi 3 00JIeM i PYHKIIOHATbHUMM OOMEXKEHHSIMU, STKi
30epiraloThCs, He3BaXkKaloun Ha JTiKyBaHHS [ 3].

PosrnsiHeMo pekoMeHpallii 1IOA0 KIIiHIYHOrO, J1abo-
PaTOPHOTO I iHCTPYMEHTAJILHOI'O OOCTEKEeHHS MalliEHTa B
pa3i mimo3pu Ha XI'D 3aexxHO Bix Biky.

Xo4yeMo akIIeHTyBaTU yBary Ha JIeKiJIbKOX MpUYMHAax
rinomiarHoCTUKM,/Mi3Hboi AiarHocTuku XI'D y miteii.

3riTHO 3 TaHWMM JOCTiIHUKIB, aKTUBHICTh JID y cu-
poBarLi KpoBi aiteit, xsopux Ha XI'D, 3a3Buyaii miaBuiiy-
€TbCSI HE Olpa3sy, a 3 BIKOM, Y TOI 4yac SIK y TOPOCIUX Lei
rMokasHukK Oinbin MaHiectHuit [11]. Ha ueit dakr chig
3BEpPTaTH OCOOJIMBY yBary Iifl Yac BCTAHOBJICHHS J1iarHO3Y.
Came 1151 0COOTMBICTh YCKJIATHWJIA CBOEYACHY AiarHOCTU-
Ky Y BUNIAAKY, 110 PO3IIISIIAETHCS B HaHiil mmyosikaii. Tak,
3HaueHHs JI® y 3-piuHoMYy Billi B AUTUHMU 1iie OYJI0 HOp-
MaJIbHUM, 4epe3 10 OCTaTOUYHUI diarHO3 BCTAHOBJIEHUI
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He OyB, Teparlisi He IpU3Havauach, a Bxxe yepes 12 micsiis,
y 4 poxu, 3HaYeHHs JI® MigBUILIMIOCH.

Ha nyMKy nocnigHuKiB, 10 BiATepMiHYBaHHS CBO€Yac-
HOI JiarHOCTUKY TPU3BOIUTH i Te, 1110, Ha XKajib, KIiHiYHi
Jlaboparopii yacTo He BKa3yloThb HOpPMaJibHi BiKOBi Jia-
na3zoHu P juist miTeit i ikapi BUMYyIlIeHi OpiEHTYBaTUCh Ha
HOpPMAaTUBHI 3HaYEHHSI TOPOCIINX, Y TOW Yac IK HOpMaTbHi
3HauYeHHs P y mopocnmx 3Ha4HO HMCKYI, HIX y IiTeil, 0CO-
011BO B HeMOBJIAIT [2, 11]. 3a maHMMU Pi3HUX HOCITITHU-
KiB, KOHIIeHTpalisg P y cupoBaTii 3MiHIOETbCS 3aJIEKHO
Bil BiKy, IpM 1LIbOMY HaliBUILIA PEECTPYETHCS caMe B He-
MOBJIAIT. Tak, KOHTpObHMI Aiana3oH Py miteit craHOBUTH
Bin 4,5 no 8,3 mr/mn (1,50—2,65 mmomn/n), KoediieHTt
nepepaxyHky — 0,322, nopiBHsHO 3 2,5—4,5 mr/mn (0,8—
1,5 mmonb/n) y nopocnux [9, 13].

Pekomennanii oo JikyBaHHs aiTeid. Po3rissHemo min-
XOJIM 111010 JTIKyBaHHSI 3TiTHO 3 Mi>KHAPOTHUMM KITTHIYHUMM
peKOMEHIALISIMU 3 AiarHOCTUKM 1 JTikyBaHHS XI'D [1].

OpuwuriHaabHi ctarTi / Original Articles

Tpanuuiitne JikyBanna XI'®. [TouaTkoBe JiKyBaHHS
XTI'® noeaHye KkoMOiHaILiO MEPOPATIBLHOTO MpUiioMy Tpe-
napariB ochopy (pocdartHi coni) it aKTUBHOTO BiTaMiHy
D sk 3amicHoi Teparii (KaabuuTpiony abo anbdakaibiy-
JIOJTy) onpasy ITic/iss BCTaHOBJIEHHs diarHo3y [13]. Panne
TpaauliitHe JikyBaHHs niteit i3 XI'dD mo’si3aHe 3 Kpamiy-
MM pe3yJibTaTaMu [Jisl pocTy i ckenera [19]. € nepekoHMBI
JIOKAa3M TOTO, 1110 IPUHANMHI Pe3yJIbTaTh POCTY TTOKpAIIly-
IOTbCSI, KOJIM TpagulliliHe JIIKyBaHHS IMOYMHAETHCS y Billi
10 omHOro poKy. OmHaK HU3bKUM 3PIiCT 3aJIMIIAETHCS 10~
mupeHuM npossBoM XI'®D, 1ocUTh 4acTo Mali€HTH MOTpe-
OyI0Th KOpeKIlii aepopMallii KiCTOK, JiKyBaHHS 3y0iB abo
HaBITb yBEeIEHHSI TOpPMOHY pocTy [3, 17].

IIpenapatu docdopy. JlikyBanbHi 1031 TIEPOPATEHOTO
docdary, 3rigHO 3 MixKHAPOIHUMM KIIIHIYUHUMM PEKOMEH-
JALIiSIMU, BapiloOTh 3aJIEXKHO Bill BiKY i TSKKOCTi (heHOTH-
my. KoHceHcycy 11010 oNTUMaibHOI 031 Ha ChOTONIHI He
icHye. PexoMeHoBaHa moyaTkoBa q03a rpermnapatiB P cra-

Ta6nuys 1. lNoyaTkoBa KJliHiYHa OLiHKa 3rigHO 3 MiXKHapOAHUMMU KIIHIYHUMU MPaKTUYHUMU HaCTaHOBaMM
3 giarHocTnku Ta nikyBaHHsa XI'® [1]

Bik nauieHta
KniHiyHa ouiHka
< 5 pokiB 5-18 pokie | Jopocni
Hiarpama guHamiku pocTy v v v
O3Haku paxity i/abo gedopmalii Hir v v v
BuwmiptoBaHHsa IMD Ta ICD? v v v
OKpy>HicTb ronosu i hopma vepena v H/s
HeBponoriyHui ornag (Hacniakm KpaHioCMHOCTO3Y | CTEHO3Y Xpe6Ta) 4 4 4
OujHka cnyxy H/B v v
Ornsp 3y6iB i NOPOXHUHK poTaP v v v
DyHKLiS ONMOPHO-PYXOBOro anapaTy (xoaa) H/B v H/s

TMpumitkn: H/B — He Bu3Ha4aroThb; ? — IMD — mikmaneonsipHa BigcTaHb — BifCTaHb MiX ABOMa romisiKkoBoCToIrl-
Humu cyrnobamm; ICD — mixeupocTkoBa BigcTaHb — BifCTaHb MiXX ABOMa BUPOCTKaMu CTErHOBOI KICTKU; ®— rio-

YUHaro4Yn 3 3 PoKiB.

Ta6bnuys 2. lNNo4aTtkoBa nabopartopHa OLiHKa 3rigHO 3 MXXHapoOAHUMU KNiHIYHUMU NPaKTUYHUMU HacTaHoOBaMu
3 giarHocTnku Ta nikyBaHHsa XI'® [1]

. . Bik naujieHTa
JlabopaTtopHi gocnigxeHHs - - -
< 5 pokiB 5-18 pokiB Hopocni

KpoB: kanbuin, docdat, KpeaTuHiH v v v
Pa3zoBa ceyva: kanbLiin, pocdat i KpeaTuHiH® 4 v
TmP/GFR? — makcvmanbHa LWBMAKICTb HUPKOBOI KaHanbLeBoi peab- v v v
copbuii pocchaty/uBmakicTb KNy6o4koBoi dinsTpavii
PospaxyHkoBa LUBWUAKICTb Ky6O4KOBOI chinbTpavii v v v
25(0OH)D v v v
1,25(0OH),D v v v
MapaTropmoH v v v
J1® cnpoBaTku KpoBi (aiTh); v v v
Kictkosa J1® (gopocni)
IHTakTHUI hakTop pocTy hibpobnacTis PPD23 (y pasi HeraTMBHOro v v v
cimeiHoro aHamMmHe3sy)

TMpumiTkn: ° — BepXHi HopMasibHUI [iana3oH crniBBiAHOLLEHHS Kanbuilo/KpeaTuHiHy (Mosis/monb): 2,2 (< 1 pik),
1,4 (1-3 pokun), 1,1 (3-5 pokiB), 0,8 (5-7 pokiB) i 0,7 (> 7 pokiB); ¢ — HOpmanbHUi [iana3oH y HEMOBJIAT i AiTevi (Big
6 micsuiB go 6 pokis): 1,2-2,6 mmonb/n; gopoci: 0,6-1,7 MMONb/N; € Be6KaIbKYNSITOP LbOro NoKa3HuKa.
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HoBUTH 20—60 Mr/Kr Macu Tina Ha 106y (0,7—2,0 MMOJIB/KT
Ha 100y) eeMeHTapHoro P 11s HEMOBJIAT i AiTel TOMIKib-
HOTO BiKY, SIKY CJIil KOPUTYBaTH BilMOBIIHO 10 KJIIHIYHUX
MPOSIBIiB paxiTy, MOJIIMIIEHHS! IUHAMIKK pocty, piBHs JID
i TITT. ®ochatHi 106aBKM peKOMEHIYIOTh MpUIMATH He
MeHIIe 3a 4—6 pas3iB Ha JIeHb MalliEHTaM 3 BUCOKHM DPiB-
Hewm JID, a micas HopMaJtizalii ii piBHS B cMpoBaTIli KPOBi
CITiI 3MEHIINTU KPaTHICTh mpuiiomMy 10 3—4 pa3iB Ha ICHb.
VY Bumagkax HeIOCTaTHBOI KIIHIYHOI BiImoBidi 1o3u ¢oc-
¢aTHUX 100ABOK CJIifl TOCTYMOBO 30iIbIIyBaTH, aje MaK-
cvMaJibHa 1033 He MOBUHHA NiepeBuIlyBaTu 80 MI/Kr/mooy
(Ha ocHOBI enemeHTapHOro docdopy). Lle 3anobdirarume
LIJTYHKOBO-KUIIIKOBUM po3jaaaM i rimepmnapaTupeosy. Y
BUMAAKY MOSIBU MOOIYHMX e€(heKTiB 103y CJIid BiIKOpUTY-
BaTH, 3MEHILMBIIN Pa3oBY /103y i/ab0 KpaTHICTh TpUiioMy
npenaparis P [1, 3—6].

VY nauieHTiB 3 moMipHUMU (hEHOTUTTOBUMMU TIPOSIBAMU,
HampuKJaa y HEMOBJISIT, y SIKUX JiarHOCTOBAHO CiMeiiHi
BUMAAKU, PEKOMEHIOBaHI HU3bKi JO3M IperapariB ¢oc-
topy [1].

IIpenapatu akTuBHoro Bitaminy D. [Mpenapatu P 3a-
BXIM CJIiI IpUiiMaTH 3 IIpernapaTaMy aKTUBHOTO BiTaMiHy
D (xanpLuTpion abo anbhakaabLUMI0A) A MPOTUIIl de-
GiluUTy KaJbLUTPiOAy i HUPKOBOMY BHCHaXeHHIO P, 3a-
nobiraHHs BTOPMHHOMY TilleprapaTupeo3y i 30iIbIIeHHIO
BCMOKTYBaHHSI P 3 kuiieunuka [1—4].

OnTuMaibHa 103a Bapiloe 3aeXHO BijJl A1eKiIbKOX ak-
TopiB. [lo-nepiie, noTpedu B akTMBHOMY BiTaMiHi D BulLi
B paHHBOMY JIMTUHCTBI Ta B TIEPiOJl CTATEBOTO H03PiBaHHS
(y dazu pocty), no-apyre, 03y NOTPiOHO KOPUTYBATU Bifl-
HocHo piBHiB JI® i IITT y cupoBaTLi KpoBi i eKCKpeLil
KaJIpIIilo i3 ceuero. He ciim 3a0yBaTy, 110 BEIMKi 103U aK-
TUBHOTO BiTaMiHy D cIipusiioTh poCTy i 3aTOEHHIO KiCTOK,
aJie MOB’sI3aHi 3 MiIBUILEHUM PU3UKOM TilepKaibliypil Ta
HedpoKanbLIMHO3Y. | HaBIaku, HEAOCTaTHiI J0O3M aKTUB-
Horo BiTaMiHy D 3a3Buuail moB’si3aHi 3 HU3bKMM BCMOK-
TYBaHHSIM KaJIbllil0 B KUIIEYHUKY, HU3bKUM BUBEICHHIM
KaJIblIilo i3 ceuero, CTIMKUM paxiToM i BUCOKUM piBHeM JID
i/abo T1TT.

CTOCOBHO TIpernapaTiB akTUBHOTO BiTaMiHy D — Kajib-
LIUTPiOJ MOXHA JAaBaTW OJWH abo JBa pa3u Ha JIeHb, TOMII
K alibakaablUA0ad — OIUH Pa3 Ha JAeHb, 10 O0OYMOBIIE-

HO JIOBIIMM I1€PioJIOM HamiBBUBEACHHSI OCTAHHBOTO. A OT
0iOMOCTYITHICTh KaJIbLMTPiONy IMPU MEPOPATLHOMY MpPU-
ioMi TIpUOJM3HO BABIYi BMINA, HiX anbpakaabLIUI0TY.
Tomy exBiBajieHTHa no03a ajnbdakalbIuaoNy B 1,5—2 pa3u
TepeBUIIye 103y KaabuuTpiony. OTxe, onHaA BeUipHs 103a
KaJbLUTPIONy MOXE JOMOMOTTH 3aro0irTd HaaMipHOMY
BCMOKTYBAHHIO KaJIbllilO Tic/s1 IpUifoMy iXi Ta, OTXe, Ti-
e pKaIbLiypii.

[TouaTkoBa 103a KanbIUTPionay ctaHoBUTH 20—30 HI/Kr
Macu Tina, anbpakanpuugony — 30—50 HIr/Kr mMacu Tina
LIOAHS. Y MallieHTiB, cTapiiux 3a 12 MicsliB, JiKyBaHHS
MOXHa IMMOYMHATU eMITipUYHO 3 103yBaHHs 0,5 MKT KaJblIu-
Tpiony abo 1 MKr ajbdakaablMI0Iy Ha IeHb i KOPUTyBaTu
ioro Ha OCHOBI KJIiHIYHOI Ta GioXiMiyHO1 Biamosimi [1].

SIKII0 IUTUHA HE PYXa€EThCSI TIPOTITOM TPUBAJIOTO TIe-
piofy, Teparliro akTUBHUMMU IpernapaTtaMmu BiTaMiHy D citig
3MEHIIUTU a00 TIPUIMTMHUTH i BITHOBUTH, SIK TUTHKM Talli-
€HT BiTHOBUTb XOJIY.

HartuBHmii Bitamin D i kanbmiii. fIx i B 3m0poBUX 1i-
teit, pediuut 25(OH)D y aiteit i3 XI'®D ciin kopuryBaTu
B pasi ioro aediunTy mogaBaHHSIM HATUBHOTO BitTaminy D
(xonekanpLuudepory ado eprokaibliudepony). 3rimHo 3
HacTaHOBaMU, PeryJIsIpHi J0OaBKU Kalbllil0 HE PEKOMEH-
JIOBaHi, J0CTaTHbO LIOJAEHHOIO AIETUYHOTO KOHTPOJIIO 3a
BXKMBaHHSIM MIPOAYKTIiB, SIKi MiCTATb KaJIbIIiii.

JlikyBanns nopociux manieHtiB 3 XI'®. IcHye nym-
Ka, 110 IiC/asl JOCSITHEHHS MalliEHTOM ITOBHOJITTSI OOMiH
KiCTKOBOI TKAHWHU 3MEHIIYEThLCS, a 3aKpUTTS erridizap-
HUX TUIACTMH BU3HA4ya€ Pi3Hy Motpedy B JiKyBaHHi. [le-
SIKi He JIIKYIOThCSI 30BCiM, JIEXTO TIOTpeOye JIMIIEe HU3bKOT
JTO3U KaJIBIIUTPIOJY, Y TTIOOJNMHOKUX BUIAAKaX MOTPIOHMI
i kagputpion, i P [13]. MaTtu nauieHTa, KIiHIYHAN BATA-
JTOK SIKOTO PO3TIISIAETHCS B IIiil CTATTi, HE OTPUMYE TPAIH-
LiiiHoro yikyBaHHS XT'®.

Henoniku i yckiaaaHeHHS TpaaMUiiiHOro JKyBaHHS
XT'®. Tpaguuiitna tepamis XI'D e 3amicHOIO, aje BOHA
He nie Ha naTtodiziojorito rimogocdaremii, cnpuyrHe-
Hoi ®P®23 [4]. 3BuuaiiHa Teparliss HAMara€TbCsl YCYHYTH
Hachinku Hagmuky @PP23 (Husbkuii BMicT (ocdaty i
1,25(0OH),D), ane ne onokye edexkrn @PP23, nasnaku,
YUCJEHHI MOCTiIKeHHsT (haKTUYHO TPOJEMOHCTPYBAIN
30iabLeHHs piBHg @PD23 mig yac tepanii XI'd [17, 20].

Tabnuys 3. lMo4aTKoBa iHCTpYyMeHTasibHa OUiHKa 3rifHO 3 MiXXHapOAHUMMN KITIHIYHUMU NPaKTUYHUMMN
HacTtaHoBaMy 3 fiarHOCTUKU Ta JliKyBaHHSA XIT'® [1]

. . Bik naujieHTa
IHCTpyMeHTanbHi AOCNiA)KEHHS - - -
<5 pokis | 5-18 pokis | Jopocni

PeHTreHorpacisa 3an’acTka, i/abo Konina, i/abo rominkoBoCTONHOro cyrnoba v v H/B
(paxiT)
CraHpapTv3oBaHa NepefaHbo3afHsA PEHTrEHOrpaMa, BUKOHaHa 3 BUPIBHIOBaH- v v v
HSIM CTOSIHMX KiHLIBOK (3@ MOXJIMBOCTi 3 BUKOPUCTAHHAM TEXHIKM HU3bKUX [03)°
CrtomaronoriyHa opTonaHTomorpama’ H/B v v
MPT ronoBHOro Mo3sky? v v v
Y3 H1poK (HedpoKasbLMHO3) v v v

TMpumitku: H/B — He BU3Ha4aroTb; ¢ — cucTEMA 3 HU3bKUM PiBHEM ONpoMiHeHHs (Hanpuknan, EOS), nepesipTte Ha-
SIBHICTb riceBAornepesiomMiB y BOpocnnx; ' — 3a HassBHOCTI KNiHIYHUX NoTpe6; 9 — 3a HassBHOCTi MopdgboJiorii Yepena
Ha KOPUCTb KPaHIOCUHOCTO3Y abo KJiHIYHUX O3HaK MigBULYEHOIro0 BHYTPILIHbOYEPEernHOro TUCKy (Hanpukiag, ro-

CTiViHWV roJIOBHUY 6inlb a60 6J10BaHHS).
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TlosicHIOETBCS 1€ TUM, 11O Y BiAINOBiAb Ha MiABUILEHHS
KOHIIEHTpallil Mo3aKJIiTUHHOro P Tipu JiKyBaHHi ¢hoc-
daTHUMU TpenapataMu OCTEOLIMTU CUHTE3yI0Th TOPMOH
DOPD23 [16]. TobTO TpamuiliiiHa Tepallis 10AATKOBO ITif-
uiiye pienb ®P®M23, a oTke, HUPKOBY BTpaTy P, 110
MPU3BOJIUTH 10 (POpMYBaHHSI MOPOYHOTO KOJIa, SIKE MOXKE
o0MexuTH i edekTuBHICTD [1]. 3BUYaiiHa Tepamnist He T10-
Kpalllye KaHajbleBy peadcopbuito P y nauienTis 3 XI'D. ¥V
pe3yJbTaTi HUPKOBi BTpaTu ocdarty 30epiraloThes i HaBiTh
30UTBIIYIOTHCS, 110 MOXKE CIIPUATH SIK ASSIKUM OOMEXeH-
HSIM TpaauliifHOI Teparlii, Tak i ii ycKJIagHeHHSIM, 30KpeMa
HedpokanbHo3y [4, 9, 17]. JIikyBaHHS KaJbLMTPiOJIOM
i pochatHrMU 1OOaBKAMU MOXKe IMOKPAIIMTU MiHepasli3a-
11i10 KicToK y maiieHTiB i3 XI'D, ane iXx BUKOPUCTAHHST HE
YCYBa€ OCHOBHi HenoiKu peadbcopOiiii P y Hupkax i mpo-
aykuii 1,25(OH),D, cnpuynHeHi HaIMipHOIO aKTUBHICTIO
DOPD23 [6]. Take JiKyBaHHS TOKpAIIy€e, aje He HOpMaJli-
3y€ PICT KiCTOK, TOMY JICSIKUM TIalliEHTaM BCE OTHO MOTPi0-
Ha oriepallist U1l BUnpaBjieHHs nedopmartiii [13].

KpiMm Toro, mpuxmiIbHICTb 10 TpaauIIiiiHOI Teparrii ooMe-
JK€Ha, 3 OTHOTO OOKY, HEOOXiIHICTIO YaCTUX IIIOACHHUX MPU-
omiB ocdarty, a 3 iHIIOTO OOKY, ITOOIYHMMH e(heKTaMu,
TaKUMU SIK IUTYHKOBO-KUIIKOBI CUMIITOMU, BTOPUHHUI/
TPETUHHU rineprnapaTupeos i HedpokanbluHo3 [4, 9, 17].

Came pPO3BUTOK IILTYHKOBO-KUIIIKOBOTO AMCTPECY, Ti-
MepKabliieMii, HePOKAIBIIMHO3Y i TiMeprnapaTupeosy €
MPUYMHOIO HEBJAJIOTO JIiKyBaHHS B 3HAYHOI YaCTUHU Tia-
mieHTiB [1].

KanbummiMeTuku, TiKyBaHHS SIKUMU CJTiJl PO3TJISTHYTH
B IAIi€HTIB 31 CTIMKMM BTOPMHHMM TillepIIapaTUPeO30M,
TeX MalOTh CEepHO3HI MOOIYHI e(heKTH: TiMoKaIbIiEMIIO,
nonmoBxeHHs iHTepBaxy QT. V KiHIeBoMY MiICyMKy Y BU-
MagKy TPETUHHOTO Timeprapatupeosy (MepcUucTyIouoro
TiMepKaJbIiEMIYHOIO TilleprapaTupeosy), He3BaXKalouu
Ha ONTHUMIi30BaHy aKTUBHY Tepalliio BitamiHoMm D i muHa-
KaJIbLIETOM, CJIifl PO3IJISTHYTU MUTAHHSI TIPO MPOBEICHHS
napaTUpeoileKTOMil.

Kopekuis nikyBaHHs mamieHTa. 3 ypaxyBaHHSIM TOTO,
o piBeHb JIO cupoBaTku KpoBi Ha TJIi OTPUMYBAHOI Te-
pamii B mali€eHTa, KJIiHIYHUIA BUTTAJOK SIKOTO MU PO3TJIsiaa-
€MO, 3aJIMIIIABCS TiABUILEHUM, OyJia MpoBeaeHa KOPEKIList
nikyBaHHs. [lepepaxyBaBiiu 1060By 103y P, BusiBuiu, 1o
BoHa cTtaHoBwIa 600 Mr (y Ta6merii 500 MKT MiCTUThCS
200 MKrT enemMeHTapHoro P), mo craHoBwio 46 MKT/KT/
100y. ToMy Oy710 TIpUIAHSTE pillleHHS 30UTbIINTY KPATHICTD
npuiiomy mnpemnapary P 1o 4otupbox pasiB, Tomi moOoBa
no3a craHoButuMe 800 MKT 3 pospaxyHKy 61,5 Mkr/kr/
no0y. Bitamin D i anbghakaabluyaoa 3aJUIInIN B TOMY XK
IO03YBaHHi 3 aKIIEHTOM Ha OLUIbII ONTUMAaJbHUN MpuiiomM
OCTAaHHBOTO y BeuipHiit yac. EdpekTuBHICTh Tepariii peko-
MEH/I0BAaHO KOHTPOJIIOBATH 3a PiBHEM y CUPOBATLi KPOBi P,
Ca, JI®, mapatropMoOHy i BUBHAUYEHHSIM y pa30Biil oLl
ceui Kasblito, pocdary, KpeaTuHiHy, criiBBinHoeHHs Ca/
KpeaTnHiHy, CHiBBiZHOLICHHS MaKCHMAaJbHOI IIBUIKOCTI
HUPKOBOI KaHaJIbleBO1 peadbcopoiii pochaty/ILIKD (mo-
ka3zHuk TmP/GFR).

Hogitni meTomu aikyBanns XI'®D. Biosoriuna Tepa-
nig. bypocyma0, IMOBHICTIO JIIOACHKE PEKOMOIHAHTHE MO-
HOKJIOHAJIbHE aHTUTLJIO, OYB pO3p0o0JIeHUI1 ISl TTaTOreHe-
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TUYHOIO YCYHEHHs Ne(heKTiB, sSKi BUHUKIM B pe3yJbTaTi
mytauiit y reni @PHEII. be3nocepenHboro 3B’s13y10unch
i3 OPP23, Oypocymad MpurHiuye mnepeaady CUTHaIiB
DOP®23, TuM caMuM 30iJIbIIIYE KaHAIBLLEBY peabcopOlliro
P i 3mMeHIIIy€e 110r0 HUPKOBY €KCKPEIlito, a TAKOX MiIBUIILYE
piBHi 1,25(0OH),D y cuposarui KpoBi Ta 30i1bLIye 1LTYH-
KOBO-KMIIIKOBY abcopOiiito docdaty. Y pesyabrari -
BUILYETLCS piBeHb P y cupoBaTiii KpoBi i, 3pemToio, 1mo-
KpaIllyETbCS MiHepaTi3aiis KiCTOK i 3HIIKYIOTbCS pPU3UKA
yCKJIaZHEHb 3aXBoproBaHH [12—14, 17-20].

YV 2018 poui Oypocymad 3aTBEpIKEHUI IS JTIKyBaHHS
XT'® oapasy tppoma areHuissmu: EMA, FDA ta NICE, gk
MOHOTepallis 11 JTiKyBaHHS SIK TawlieHTiB i3 XI'D, s1ki paHi-
1Ie He OTPUMYBAJIM TPAAULIAHY Tepallito, TaK i TUX, SKi BXe
JIIKyBaJIUCh MOYMHAIOuu 3 1-ro poky xurts [17, 18, 20]. 3a
THXIEHb 10 TTOYATKYy JIIKyBaHHST 0ypocyMaOoM TpaauLliiHy
Teparito peKOMEeHI0BaHO NMPUMUHUTH. CxeMa JIiKyBaHHS B
IiTeli TIOJISITAaE Y MiMIIKipHOMY BBelIeHHI OypocyMaly B 10-
3yBaHHi 0,8 MI/KTr KOXHi 2 THXKHi. Y TOMY BUIIAJIKYy, SIKIIIO
HOpMaJIbHUI piBeHb P y cupoBaTili KpoBi He HOCITAETHCS,
MOXJIMBe 30iTbIIeHHST 1031 Ha 0,4 Mr/Kr. MakcumaiabHa
1032 CTAHOBUTh 2 MI/KL biomocTymHicTh GypocyMaly 3a-
BISKM HOOpil IMimIIKipHil a0copOliii CTaHOBUTH Maiixke
100 %. MakcumaibHi piBHi mocsraiotbest B iHTepBati 7,0—
8,5 mHs, nepion HamiBposmany — 16,4 qus [18].

VY nanuii yac MpoBOAUTHCS NEKiTbKa HEKOHTPOJbOBA-
HUX BiIKpUTUX JA0oCHimKeHb. OnHe 3 HUX — BiIKpUTE J10-
crimkeHHs 2-1 ¢a3u 52 aiteit BikoM Bin 1 1o 12 pokiB. MeTa
TOCHTIIKEHHST: TOCTiIUTHA TMHAMIiKy 0i0XiMiYHUX ITOKa3HU-
KiB Ha 40-11 i 64-i1 TVOKHI BiJ TOYaTKy JIIKyBaHHS, TOTPU-
MYIOUMCh IIKaIW TSXKKOCTI paxity (3a mkainow Thacher)
[18]. Pe3ynbratii KOpOTKOCTPOKOBUX e(heKTiB Oypocymaly
B LIBOMY JOCJIiI3KeHHI — CTiliKe oKpalleHHs piBHs Py cu-
pOBaTIIi KPOBi BCiX MALi€HTIB 3 MO3UTUBHOIO ATMHAMiKOIO
B KiHIIEBUX TOYKax €(EeKTUBHOCTI: 3MEHILEeHHS IPOSIBiB
paxiTy, 30iblIeHHS JiHIHHOTO POCTY, MOJIMIIeHHS (i3ud-
HOI aKTUBHOCTI, 3MeHILIeHHS 00J1t0. OTprMaHi pe3y/ibTaTu,
SIKi CBiTYaTh MPO TepaleBTUUHY KOPMUCTb y MeaiaTpUIHii
MOMYJISALi, TOPiBHAHO 3 OOMEXEHUM KIIIHIYHUM MOJIil-
LLIEHHSIM Ha TJi 3BUYaiHOI Tepamnii cTajiu MiAIPYHTSIM IS
moyartky 3-1 a3y TOCIiIKEHHS TToNaIbIIol e(peKTUBHOCTI
i1 6e3neku Oypocymaoy [18].

OOHaiiMBI pe3yabTaTi, sIKi MOXYTb CYTTEBO 3MiHU-
TU JIIKyBaHHSI MajJeHbKUX aiteit i3 XTI, orpumanu y Bin-
KPUTOMY IOCTIMKeHHi a3y 2, Ke IPOBOAUIOCH ¥ TPhOX
nmikapHsix CIIA. JJocnigHMKM BCTaHOBWIM, IO Oypocy-
Ma0 migBMIIYBaB piBeHb P y cupoBaTii KpoBi, 3MEHIIIyBaB
KJIiHiYHI MPOSIBU paxiTy i 3amobiraB paHHbOMY 3HUKEHHIO
pocty B 13 nmiteii BikoM Bin 1 10 4 poki 3 XI'®D i mpu Libomy
MaB COPUSITIUMBUI TTpodiab 6e3neku [12].

HenonasHo L.M. Ward 3i cniiBaBT. monaiu pe3yabraTu
64-TUKHEBOTO BIIKPUTOTO PaHAOMi30BAHOTO KOHTPOJIbO-
BaHOTIO JOCiIKeHHs da3u 3, siKe MpoBOAWIOCH B 16 aka-
NEeMiYHUX 1IeHTpax CBiTy. JlocaigHUKKM BUBYAIU e(heKTHUB-
HICTb i 6e31meKy OypocyMaly y IBOX BiKOBMX TpyIlaxX OiTel
i3 XT'®D: monoamiii (< 5 pokiB, n = 26) i crapuriit (5—12
pokiB, n = 35). I3 61 gutuHu Gypocymad oTpumysanu 29
(Mojomii, n = 14; crapuii, n = 15), a 32 npoooBxXyBaau
IHIMBigyaJlbHe TpaAulliiHe JiKyBaHHsSI mpernapatamu P
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i BitaMiHy D BiAmoBinHO 10 peKoMmeHnaliii (MOJOMLLII,
n = 12; crapuii, n = 20). OTpuMaHi JaHi 103BOJMIN 3pPO-
OWTH BUCHOBOK IMPO 3HAYHO Kpallli pe3ybTaTh B 000X Bi-
KOBHMX IpyIiax, 30KpeMa 111010 MpOosIBiB paxiTy, aedopmarrii
HUKHIX KiHIIBOK, MoKa3HuKa pocty i JID, y rpymi O6ypo-
cymaly MOPiBHSHO 3 AiTbMU, SIKi OTPUMYBaIU TPAIULIIHHY
Tepario [19].

HocmimkeHHs e(peKTUBHOCTiI 0ypocyMaly IIpOBOISIThLCS
i B gopocitiit mormyssii. [ToBigoMIsIETbCS TTPO JOCTimKEeH-
Ha 134 mopocnux: paHgoMmizoBaHe 24-TYDXKHEBe IIale00-
KOHTPOJIbOBAHE TOCIIIKEHHSI 3 MONAJBIINM BiIKPUTUM
nepionoM Takoi X TpuBasiocTi. IlepBuHHA KiHIleBa TOY-
Ka — HopMmautizauis piBHs1 P, BTopyHHa KiHIIeBa TOYKa —
Oi1b | MOKA3HUKU (PYHKIIOHATBHOI 30aTHOCTI. Bypocymato
npusHavascs 1 pa3 Ha 4 TUXKHI B 103yBaHHI | MI/Kr, Mak-
cumanbHo — 90 mr/in’ekuito. Hopmanizariist Py cupoBariii
KpOBi 3apeecTpoBaHa B 94 % Mallie€HTIB, SIKi OTPUMYBaJIN
OypocyMa0, y Toi yac sIK y Tpyiii miaine6o — y 7 %. 3aro-
€HHS TEepesIOMIB Y MAalliEHTIB 3 JIIKyBaHHSIM OypocymMaObom
30inbLIMIOCs B 16,7 paza MOpiBHSIHO 3 IPyMHoI0 ILIaue6o.
Yci pe3ynbratl TECTIB Ha OiTb Ta iHBAIIAHICTh 3HAYHO I10-
KpaIllWINCS 3aJIeXKHO Bill 4acy y XBOPHUX, SIKi OTPUMYBaJIU
oypocymabo [20].

Henoaiku 6iooriunoi repamnii XI'®. CyrreBuM HEI0i-
KoM 6ioJ10riyHO1 Teparii 0ypocyMaOoM € ii BUCOKa BapTiCThb.
Axuo 1151 10pocioro nauieHTa cepefHsl 1032 CTAHOBUTh
50—90 wmr/iH’ek1ilo, TO BapTiCTb CTAHOBUTb MPUOIU3HO
180—290 Tucsiu €Bpo/piK 3ajexHo Bia Macu Tina [S]. desi-
Ki KpalHM BXe MaloTh JAep>KaBHi MporpamMu, 3aBIsSKU SIKUM
MalieHTH MOXYTh OTPUMYBATU Tepariilo 0e3KOITOBHO. B
YKpaiHi, Ha Xajb, TAKO1 MPOTrpaMu MOKU 1110 HEMAE.

JocmimKkeHHsT KOPOTKOCTPOKOBOI €(eKTUBHOCTI Oy-
pocymMaly TOKaszaju, IO IIOJIMIICHHS Mae OO0OPOTHUIA
XapakTep: Nalli€HTH, SIKi IPUITMHUIN ITOTIEPEIHE JiKyBaH-
Hs 3a 21 Mics1Ib 10 BKJIIOYEHHS B HACTYITHE JOCTiIXKEeHHS,
MaJli NMOYaTKOBI CUMIITOMU MaifKe TaKoi X iIHTEeHCUBHOCTI
11 YacTOTH, SIK i MALliEHTH, SIKi HIKOJIM HEe OTPUMYBAJIM JIiKy-
BaHHs1. OTXe, TPUBATICTh JiKyBaHHsI Ma€e OyTU aJanToBaHa
JI0 HasIBHOCTi CUMNITOMIB, ocKinibku myTaitist @PHEIT no-
CTiliHO BUKJIMKAE OioJioriyHi posnanm |5, 17].

JlabopaTtopHuil KOHTPOJIb Y TOMY BUIAIKY, KOJIM Malli-
€HT OTPUMYE OypocyMad, MOBUHEH OYTU OiJIBIIT IIMPOKUM i
peTesIbHMUM TOPIBHSIHO 3 TpaauiliiiHO0 Tepartieto [17].

Cepen HaltyacTIiIMX MOOIYHUX e€(PEKTIiB JIIKyBaHHS Oy-
pocyMaboM JIOCTiIHMKN BKa3ylOThb MOYEPBOHIHHSI HABKO-
JIO MicCILISI iH’€KIIi1, TOJIOBHMI OiJIb i Oi1b y KiCTKaX KiHIIIBOK
[17, 18].

IlepcnekTuBu. ChOronHi BYeHi HAroJOIIYIOTh Ha HE00-
XiTHOCTI NONaJIbIIMX JOCTaTHBO MOTYKHUX KJIiHIYHUX 10-
CJIIIKEHb, IKi 6 HanaaM 3MOry KOHKPETHO BU3HAYUTH, YU
Ma€ MO3UTUBHUM BILUIUB ITOYATOK JIIKyBaHHSI OypocymMaObom
y OBl paHHBOMY (a He B Mi3HBLOMY) Billi Ha picT, nedop-
Mallito HUKHIX KiHIIIBOK i pM3MK 3yOHMX abciieciB. 3aciy-
TOBYE Ha MOJaJbIle BUBYCHHS TaKOX 3’sICyBaHHS 3B’ SI3KY
mixx reHotuniom ®PHEIT i pesynsratamu, oTpuMaHUMM
Ipy BUKOPMCTAaHHI Pi3HMX cXeM JiKyBaHHs. HeoOximHa
MporpaMa MOHITOPUHTY, 1110 3a0€3MeUnTh JOBIOCTPOKOBY
(10 pokiB) OLIIHKY MALIEHTIB, SIKi OTPUMYIOTh JIIKyBaHHSI
Oypocymabom abo 6e3 Hporo [19].

BucCHOBKM

lnodocdaremiunmii  BitaMiH-D-pe3ucTeHTHUIT pa-
XiT — CKJIaJlHa CNaJKoBa TyOyJjonaTisi, 1110 BUMArae CBO-
€YaCHOI JiarHOCTUKH, MEIMKAMEHTO3HOTO i XipypTidHOro
JIIKyBaHHSI, PeTEJIbHOTO BEJIEHHS TalliEHTa MYJIbTUAUCIIA-
IJIiHApHOIO KoMaHmolo. Y pasi migo3pu Ha XI'®D sikomora
paHilie clifi TpoBeCTH KIIiHiUHE, JabopaTopHe I iHCTpYy-
MEHTaJIbHE OOCTEXEHHS TalliEHTA 3TiIHO 3 MiXXHAPOIHU-
MU PEKOMEHIALLISIMU.

He3sBaxarouu Ha Te, 110 TpaauliiiHa Tepallis Ma€ 00-
MeXeHY TepamneBTUYHY e(eKTUBHICTh i MOOiuHi edeKkTH,
paHHE 1i IpU3HAYEHHSI TIOB’sI3aHe 3 KpallluMU pe3yjibraTta-
MM IS Tali€HTIB.

3HauHUI TIporpec y JiKyBaHHI rinmodocdareMiuHOro
BiTaMiH-D-pe3nucTeHTHOro paxiTy MoB’s3aHUIA i3 CIIPsIMO-
BaHOIO Ha ioro natodiziosoriyHi MmexaHi3Mu 6i0JOTIYHOIO
Tepariero 0ypocyMaboM.

[Mpodins edekTiB m03BOJNSIE  PO3IIAIaTA  Tepa-
miro 6ypocymaboM $SIK PSITiBHY i TPOIOBXYBAaTH JOCHi-
JDKEHHST JUISI OIIiIHKM IOTO TOBTOCTPOKOBHUX IiepeBar i
PM3UKIB.

KonduikT inTepeciB. ABTop 3asiBjsie PO BiACYTHICTh
KOHJIIKTY iHTepeCiB i BIacHOI (piHaHCOBOI 3alliKaBJIeHOC-
Ti IIPM MiATOTOBLI JaHOI CTATTi.

Ilonsika. ABTOp BHCIOBIIOE TIOOAKY Tpodecopy
O. JIeBueHKO 32 KOHCYJIbTaTUBHY IOMTOMOTY Malli€HTY, KJi-
HIYHUI BUIIAAOK SIKOTO PO3IISIIAETHCS B JaHil cTaTTi, i
TOTOBHICTh CIPUSTH OTPUMAHHIO TMAlliEHTOM OioJIOTiYHOT
teparii B Hinepianmax.
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Consideration of a family case of X-linked hypophosphatemia through the prism of modern diagnostic
and treatment methods

Abstract. Background. X-linked hypophosphatemia is the most
common form of hereditary vitamin D-resistant rickets. Today, there
is a late diagnosis, later treatment start and a significant deterioration
in the quality of life of patients with X-linked hypophosphatemia.
The aim of the study is to use a clinical case as an example in order
to draw attention to the problem of X-linked hypophosphatemia and
consider traditional and novel approaches to the diagnosis and the-
rapy. Materials and methods. We analyzed a family case of X-linked
hypophosphatemia in a 4-year-old boy. Results. Based on the
analysis of a family case, modern approaches to clinical, laboratory
and instrumental diagnosis recommended by international clinical
guidelines for the diagnosis and treatment of X-linked hypophos-
phatemia are considered. The causes for late diagnosis, advantages
and disadvantages of traditional therapy are analyzed. Treatment was
adjusted including phosphate and active vitamin D preparations, ta-
king into account international clinical guidelines. The latest data
are presented on the treatment of X-linked hypophosphatemia with

biological therapy using burosumab. The results of short-term stu-
dies on the efficacy and safety of burosumab in children and adults
are described. Conclusions. X-linked hypophosphatemia is a com-
plex hereditary tubulopathy requiring timely diagnosis, treatment
and thorough patient management by a multidisciplinary team of
doctors. Once X-linked hypophosphatemia is suspected, a clini-
cal, laboratory and instrumental examination of a patient should
be carried out in accordance with international recommendations.
Although traditional therapy has limited therapeutic efficacy and
side effects, its early initiation is associated with better outcomes. A
significant progress in the treatment of hypophosphatemic vitamin
D-resistant rickets was achieved due to the biological therapy with
burosumab aimed at its pathophysiological mechanisms. The profile
of burosumab effects allows this therapy to be considered life-saving.
Keywords: children; hypophosphatemic vitamin D-resistant
rickets; X-linked hypophosphatemia; phosphate diabetes; fibro-
blast growth factor 23; biological therapy; burosumab
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