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Pesziome

X-3uennenuii cinogpocpamemiunuil paxim— cnaoxkosuii posnao, cnpuyureruti mymayismu 6 eeni PHEX. Iinoghocpamemis
BUKIUKAE NOPYUWEHHS MiHepanizayii KICmoKk ma 6 nooaisuomy npu3eo0ums 00 3ampumKu 3poCny, paximonooionux nopyuens
ma ypasicenus inuux opeanie ma cucmem. Kniniuno nposasu cmaiomo 3nauyuumu 6 nepioo, Koiu OUmMuHa NOYUHAE XOOUMU.

Mema podomu — onuc KIiHIYHO20 BURAOKY 8POOXNCEH020 2inogochamemiunoco paximy y OumuHu.

Mamepian ma memoou 00CHiOHceHHA. KIiHiuHe, DIOXIMIUHe, 2eHemuuHe Ma 8i3Yani3ayiliHe 00CMedNCeHHs OUMUHU.

Pesynomamu 0ocnioxncenns. Y cmammi nageoenutl KIHIYHUI 8UNAOOK CIMEH020 2inopochamemiuno2o paximy y Xionuuka
9 poxis. Qumuna 6yna ycunosnena nicia Uyuenis 3 HeCHpUAmMIUG020 NCUXO-COYIanbHO20 omoueHHs ma nocmynuna 8 Q0ecbKy
o0nacHy oumsuy KiiHIi4HYy JIKAPHIO 3 MemoIlo YMOYHeH s 0iaeno3y ma makmuxu eedenns. Mamu nped’sensna ckapeu na
8I0CMABANHHA Y NCUXO-DIZUYHOMY PO3ZBUMKY, NOPYULEHHS NaAM’ AMi, HAA8HICIMb NCUXO-COYIANbHUX OUCPYHKYIL, dedhopmayito
KICMOK 8epXHIX Ma HUNCHIX KIHYIBOK, 2pyOnol kiimku ma uepeny. ITi0 uac obcmedscenns GUABILEHO 3HUMNCCHHS Pi6HSL hocghopy
6 Kpogi, nidguweHuUll pisenb NapameopmMony ma Jayicroi gocgamasu, a npu nPogedeHti peHm2eHON0TUHO20 OOCTIONCCHHS —
osnaxu ocmeomanayii. Ha ocnosi oughepenyiiinozo diaznosy 3 imamin [l 3anexcHum paximom, MyKononicaxapioozom, HaniaMom,
2inepnapamupeo3om, memapizapHor XoHOPoOOUCMPOPIEto BUCIABTIEHO KIHYe8Ul 0IacHO3, NPUSHAYeHe BION0BIOHE JIKY8AHH.

Bucnoexu. Ocobausicms KIiHiuH020 6UNAOKY NOAs2AE Y KOMOIHAYIT cimelinozo 2inogocamemiunozo paximy 3 aHOMAnicio
Apronvoa-Kiapi i cupinecomienicro. Cnocmepedicerts niomeepoxtcye HeoOXioHicmy c80€UaACHOI dughepenyitinoi diacHocmuKu

paximy 3 paximonooiOHuMU 3aX60PHOGAHHIMU.

Knwuosgi cnosa: zinogocamemiunuii paxim; anomanis Apnonvoa-Kiapi; oimu.

BcTyn

Timogpocdaremiunmii paxit (I'OP) — e reHeTHIHO 00Y-
MOBIIEHa (pOpMa PaxiTy, SKa CYMPOBOIKY€EThCS Timodocda-
TeMi€r0, CKeNeTHUMHY (paxiTOMoMiOHUMHU) TIOPYIIICHHIMH,
3aTPUMKOIO POCTY HiTeH 1 TOPOCTUX, YPaKEHHSM 1HIIAX
OpTraHiB i CHCTEM Ta CTIHKICTIO A0 JiKyBaHHS yibTpadione-
TOBHM BHIIPOMIHIOBaHHSM a00 mpuitoMy Bitaminy D.

X-3uertennii rimodocoaremiunmii paxit (XLH) € momi-
HYIOUUM po371aJ10M 1 ctaHoBUTH moHas 80 % ycix cimeitnnx
rimogocdaremiii. Moro wactora cranosuTs 3,9 BUMAKiB Ha
100 Tuc. miteit, Hapomkernx sxuumu [1, 2, 3]. Ten, Bimmo-
BimanpHMIA 32 XLH, OyB inenTndikoBanmii Ha XpoMOCoOMi
Xp22.1 i ma3Bannit PHEX. Bin nepeBakHO eKCTIpeCy€eThCS
B KicTkax i 3y6ax [4]. Myranii PHEX Buknmukarors rimo-
(hocdaremiro omocepeaKoBaHO Yepe3 MOCHICHHS eKCIIpecii
ocreornuramu (akropa pocty ¢ibpobmacris 23 (FGF23).
FGF23 3menmrye peadbcopOirito hocdary B HUPKax i TUM
camuM 30imbinye BuBeneHus ¢pocdary [5]. 3arampui xii-
HiuHi o3Hakn XLH BKiIrouaroTs nedopmariii HUKHIX KiH-
LiBOK, HU3BKHUH 3pICT, eHTE30Marii, 3yOHI abcIecH, a TakoxK
aHoMaJtii uepera, Taki K KpaHiOCHHOCTO3 1 BaZia PO3BUTKY
Apnompaa-Kiapi |. Benmka KidbKiCTh iHAKTHBYIOUHX Bapi-
antiB y PHEX moxe Buknukaru XLH, i Hemae oueBumHOi
KOpEJAIii MiXk reHoTuoM i gpenorumiom [2,6]. ¥V 6inbriro-
CTi BUNaKiB BTpara GocdaTiB y HIPKaX CIIOCTEPIraeThCs
3 HAPOKCHHS, aJle PO3Ja]l CTa€ KIHITHO OYEBUIHUM, KOIU
TUTHHA TOYNHAE XOJUTH. AHOMAJIi1 MOXKYTh OyTH HACTUTBKI
HE3HAYHHUMH, 110 BOHHM HE CIIPUYUHSIOTH HOMITHUX CHMII-

TOMiB, 200 K HACTUIBKHU TSHKKUMHU, IO CTAIOTh MPUIHHOIO
BUKPHUBIICHHS HIT Ta iHIIKMX AedopMaliiii KicTok, 000
B KiCTKax Ta Cyro0ax a TaKo MOTaHOTO POCTY KICTOK 1 He-
MIPOTOPIIIHHOTO HU3BKOTO 3POCTY 3 KOPOTKUMH KiHITIBKAMH.
KicTkoBi po3pocTaHHs B MICISIX TPUKPITIIEHHS M’ SI31B MO-
KyTh 0OMeXyBaTu pyxu. HaitOinpIe cTpakaaioTh HIKHI
KIiHI[IBKH, IO TPU3BOAXTH J0 COXa vara, genu valgum ra
genu varum. AHoMaJii eIemHO-TUIHOBOI 00JIACTI € TTOIIH-
PEHUMH 1 4aCTO MOXKYTh OyTH IMIPUYHUHOIO cKapr (nedexTu
emaii, abciecu 3y0iB, TayponontuTh) [2, 7, 8]. V Ginbimo-
CTi AiTel MpemyOoepTaTHOTO BiKY, IKHX JIKYIOTh (pocharom
1 KQJIBIIUTPIOIOM, PEHTICHOJIOTIYHI 03HAKH PaxiTy 3HUKA-
FOTh, PICT MOKPAIy€eThCs, a nedopMallis HUKHIX KiHI[IBOK
He BUHUKae abo kopuryethes. OnHak, 6araro mited morpe-
OyIOTb 1 OPTONIEAUIHOTO JIIKyBaHHS. JIIKyBaHHSI JO3BOJISIE
THMYACOBO ITIABHIIUTH KOHIIEHTpaIit0 Gochopy B cuposa-
TI{i KpOBi, 3MeHIIUTH OijIb B KicTKax [3, 7, 9].

MeTa po60OTK: omnwc KIIHIYHOTO BUMAAKY CiIMEHHOTO
rinodocdareMiqHOTO paxiTy y TUTHHA

Matepianu Ta meToam: kiiniune, 6GioximiuHe, rexHe-
TUYHE Ta Bi3yai3amiiHe 00CTeKEHHS TUTHHU

Pe3ynsTaTy gocnigkeHHA Ta iXx 06roBopeHHsA

VY BifiieHHs crieliaiizoBaHol JOMOMOTH AITsM cTap-
moro Biky Oziechbkoi 001acHOT AUTA4O0T KITIHIYHOT JIiKapHi
MOCTYIHB XJIOMYUK 9 POKIB, SIKUI OyB yCHHOBICHUH MICIIs

151



HEOHATOJOrIA, XIPYPTISi TA NEPUHATANBHA MEAULUHA
NEONATOLOGY, SURGERY AND PERINATAL MEDICINE

T. XIv, Ne 3(53), 2024
voL. xiv, Ne 3(53), 2024 KEY TITLE: NEONATOLOGIA, HIRURGIA TA PERINATAL'NA MEDICINA (ONLINE)

ABBREVIATED KEY TITLE: NEONATOL. HiR. PERINAT. MED. (ONLINE)

ISSN 2226-1230 (PRINT) ISSN 2413-4260 (ONLINE)

BHJTyYEHHS 3 HECIPHUITINBOTO IICHX0-CONIaJIbHOTO OTO-
YEHHSI, 3 METOIO0 YTOUYHEHHS JIiarHO3y Ta TAaKTUKU BEICHHS.
[Ipn mocTymniIeHHI MaTH CKapKuJach Ha BiJCTaBaHHS
y NCUX0-(DI3MIHOMY PO3BUTKY, MOPYIICHHS I1aM’sTi, HasB-
HICTB MICUXO0-COIIaJIbHUX JUCHYHKIIH, ehopMallito KicTOK
BEPXHIX Ta HWKHIX KiHIIBOK, I'PY/IHOI KIITKH Ta Yeperry.
3’sicoBano, mo y Marepi O-mionioHa nedopmartis Hir.

[Ipu 00’ eKTHBHOMY JIOCIIKCHHI BUSBJICHO: CTaH JH-
THUHHU CePEeIHBOI BaXKKOCTI, MPUCYTHI O3HAKH HaHi3MY (Bi-
POTIiZHO TICUXO-COLiaTIbHOTO TeHe3y) — 3picT 105 cm (-30),
O1TKOBO-eHepreTHYHOI HepocTaTHOCTI — Bara 18 kr (—36).
Bupakena nedopmaliis CTEroH Ta TOMUIOK, PO3MIMPEHHS
JUCTAIBHUX MeTagi3apHUX 30H MepenIuiid, peOepHi YOTKH
[Puc. 1].

Puc. 1. Necdopmauisi CTeroH Ta romMinok, pe6epHi YoTku

3MiH NpH NPOBE/ICHHI 3arajlbHOTO aHaJli3y KpOBi Ta BU-
3Ha4YEHHI TNIIKOBAHOTO I'eMONIO0iHY HE BHSIBJICHO: T'€MOr-
n06iu 130 r/n, epurpormru 5,09 T/, neiikouutu 5,66 I'/1,
HIOE (mBHAKICT OCIAaHHS epUTPOLIUTIB) —5 MM/TOT, €0-
suHOQ K — 8 %, nanuukosgepHi —2 %, CerMeHTOsACpHI —
47 %, mimpountu —33 %, moHouutn —10 %; rrikoBaHUI
remorno6in (HbAIC): 5,1 % (Hopma N 5,6 %).

[TpoBexneHi 6ioXiMiUHI JOCIIHKEHHSI KPOBI: JIy>KHa (oc-
(araza 452,7 OJ/n (Hopma 42-128 OJ1/xn); aminaza—34 On/n
(mopma 13,0-53,0 On/n); T'TII (rmyraminTpacmenTiga3a)
14,0 On/n (mopma 9,0-18,0 On/n).

PiBHi Tiroko3u, acnapraraminorpancdepasu (ACT),
ananinaminotpancepasu (AJIT), 6inipyOiHy 3aranbHOrO
Ta (pakiuiid, XoJeCTEPUHY, TPUIITILIEPHUIIB, JIMONPOTEINiB
(bpakiiiiHo, KOe]Iili€HTY aTePOreHHOCTI HE TICPCBUIIYBaJIH
HopMy. Takox He BiAPI3HSUIUCH BiJl HOPMaJIbHUX 3HAYCHb
MOKa3HUKH KPEaTuHiHY, CEYOBUHH, KpeaTHH(pochoKiHazH,
nakraraerigporenasu, TTI, THpOKCHHY, aHTHUTIN 70 Tie-
pOKCHIa3H.

PiBenb ¢ocdopy B cupoBariii KpOBi CTAHOBHB
1,16 mmonb/n (Hopma—1,29-2,26 mmonb/i1), piBeHb 3arajib-
HOTO KaJibIito — 2,44 mmons/it (Hopma —2,18-2,60 MMoss/i),
PpiBeHb KaJibllito i0Hi30BaHOrO cKiiaB 1,19 mmois/i (HopMa —
1,1-1,4 mmosb/n).

Bwict maparropmony — 84,9 rir/mit (Hopma — 12-65 rir/ min),
comaromeiny—C (incynminononioHuit haktop pocTy) cKiaB
93,54 ur/mn (Hopma 40-255 Hr/MiT), COMAaTOTPOITHOTO TOP-
mony — 1,09 ur/mia (mopma 0,09-1,95 wur/mi). IMokasuuku
Bitaminy /I 3aranpHoro (25-OH) 3Haxoauanch B Mexkax
HopMH — 37,24 Hr/Mm.

BucHOBOK 110710 010XiMIYHUX JOCIIIKCHB: Y TUTHHH
Mae Micue rinodocdaremis, NiABUIIEHUH piBeHb Napa-
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TrOPMOHY Ta aKTMBHOCTI JIy’HOI (ocdarasu, HopMaIbHa
KOHILICHTpAIIis BiTaMiHy J] Ta KaJbIIito.

[TpoBOIMBCS UTOr€HETUYHUI aHaIi3 — BCTAHOBICHO
HOPMAJIbHUH YOJIOBIYMH KapioTHIL.

V 3aranbHOMY aHaii3i cedi 3MiH He BUSIBJICHO, B TpaH-
criopti coneii — BMicT ochopy ckinas 51,7 mmonb (Hopma
7,1-41,9), BMicT MikpoansOyMiHy He Biapi3HSBC Bif pede-
PEHTHHX 3HAYEHb.

[IpoBeneHi HaCTYNHI IHCTPYMEHTAJIbHI OCIIKSHHS:
V3]1 opraniB 4epeBHOI MOPOKHUHH Ta CEYOBUBITHOI CHC-
TEMH, IUTONONIOHOT 3a103u 6e3 marosorii. EKI': curycosa
aputmist, YCC 61-77 yn/xB, BepTukanbhe nonaoxeHHs EBC,
BKOpOUeHHs1 iHTepBaity PQ.

3a nannmun ExoEC: rineprensnBHo-HOpMOLehaIbHUN CUH-
JIPOM JICTKOTO CTYTICH!O; 3a fanumu EET": He3HauHi 3araipHO-
MO3KOBI 3MiHU OI0CJICKTPUYHOT AKTHBHOCTI MO3KY 3 TICPEBAror0
MIAPOKCU3MaITLHOI aKTMBHOCTI B TETa-/iara3oHi B [IEHTpallb-
HO-TIM’sT9KOBIH oOnacti. Tumosi eni)eHOMEHN HE BUSIBIICHO.

[IpoBenena penrtreHorpadis KUCTe pyk B Npsamin
npoekuii (EE/] 0,01m3B): mporecu ocudikamii qucraib-
HUX BiJJIUTIB BEPXHIX KIHIIIBOK BIAIIOBIAAI0Th BiKy 9 pOKiB
10mict9mic. O3HAKH OCTCOMAJISIT — PO3LUIUPEHHS METa-
¢biziB goerux kictok [Puc. 2A]; pentrenorpadis Kyib-
LIOBUX CyINIOOIB Ta HMKHIX KIHIIIBOK B HPSMIiH MpOeKIii
(EEJ 1,6 m38B): BupaxeHi o3Haku ocTeomasiil [Puc. 25]

Ha MPT ronoBHoro Mmo3ky: MP-o3Haku manbspopmartii
Apnonbpa -Kiapi 1-2ct., ckadonedaniuna nedopmartis ue-
pena. He BukitoueHo (oKaIbHO-KOPTUKAIBHY JHCILIA310
I tumy 3a Blumeke Ha piBHi niBoi motuanuHOi yactku. [la-
TOJIOTIYHE KICTO3HE YTBOPEHHS B ITPOEKIIT MINIIKONO{iIOHOT
3aJ1034 — KicTa. CHUPIHrOMI€JIYHI KiCTH IIHITHOTO BiIiTy
crniuHHOTO MO3KY [Puc. 3].
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Puc. 2. PeHTreHorpamu nauieHta: A — peHTreHorpama KUcTei pyk B Npsimiii NPoeKLil;
B — peHTreHorpama KynbLUOBMX CYrno6iB Ta HAXHIX KiHLIIBOK B NpsiIMiii NpoeKLii.

Puc. 3. MPT ronoBHOro Mo3sky

[1ig gac mepeOyBaHHS B CTAaI[iOHAP] XJIOMYUK OyB KOH-
CYJIbTOBaHMHN AUTSUYUM HEBPOJIOTOM, XIpyProM, FEHETHKOM,
E€HJIOKPUHOJIOTOM 1 odTanpmosioroM. Ha mifcTaBi ckapr,
AHAMHECTUYHHX, KIIiHIKO-71a00paTOPHUX 1 PEHTICHOIOT14-
HUX JaHUX Y TATHHU BHCTABICHO JiarHo3. CiIMEHHUH Ti-
nodocharemiunuii paxit (X-3uerurena rimodocdaremis).
BropuHHMI HaHI3M TEHETUYHOTO Ta ICUX0-COIIATBHOTO T10-
XOIKeHHs. bilkoBo-eHepreTHyHa HeOCTaTHICTh. CKOMi03.
X-moxibHa aedopmairis ToMisiok. AHOMaIisT ApHOJIbIA-
Kiapi. Cupinromiermis.

[Ipu3HadeHe HaCTyNHE JTiKyBaHHS. KaJbIUTPiON
10-20 ur/kr Ha 100y, pocdop 40-100 mr/kr Ha 106y, rigpo-
xnopTiazua — 3 mr/kr Ha 100y, rerotporia 0,035 mMr/kr Ha
n00y. B Ykpaiui noku 1o He goctymnuuii Bypocymat (Kpi-
ceita/Crivita), sixuii € nepmum npenaparom y CIITA s
JIKYBaHHsI 3aXBOPIOBaHHs. PexoMeH0BaHa KOHCYIbTAIlis
opToOIe/ia JIJIsl BU3HAYCHHS MOKA3aHHs [0 OPTOTEIUYHOT
KOPEKIIil Ta KOHCYJIbTaIisl HeHpoxipypra Juisl yTOYHCHHS
TaKTHKH BeJleHHs aHoMmaurii ApHombaa-Kiapi.

BucHoBOK. OcobauBICTh IaHOTO KIITHIYHOTO BUTIAJIKY
nonsirae y koMOiHatii ciMmeiHoro rinogpocharemMivHOro
paxiTy 3 aHomadieio ApHonbaa-Kiapi i cupiaTOMiemi€ro.
CriocTepeskeHHS MATBEPIKYE HEOOX1THICTh CBOEYACHOT
nudepeHIIiiHol 1IarHOCTUKH PaxiTy 3 paxiTOmoaiOHIMHU
3aXBOPIOBAHHAMH. BCTaHOBICHHS MPaBIIIBHOTO KJIiHIY-
HOTO JiarHO3y Ta MaTOTCHETUYHE JIIKyBaHHS CIPUITUME
3MEHIICHHIO BTpaTh Gocdopy B KaHAIBIIX HUPOK, 10~
KpameHHIO0 MiHEPaIbHOTO 0OMiHY 1 SKOCTi KUTTH. [Ipu-
3Ha4YEHHS TOPMOHY 3pOCTY BIJIMBATHME HA 3MCHIICHHS
MPOSBIB HaHI3MY.

ITpuanunu 6ioeTukn goTpumMani. CTaTrTsa HaKCaHa
3 ypaxyBaHHSM IOJOXEeHb | eTbCHHCHKOT eKmaparii Ta
CTaHAapTIB KIiHIYHEX gociimkeas GCP.

KoHdpnikT iHTepeciB: BixcyTHiil.

Mxepeno ciHaHCyBaHHA: crarTs onyOnikoBaHa 6e3
Oynb-siKoi (hiHAHCOBOT MIITPUMKH.
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CLINICAL CASE OF FAMILIAL HYPOPHOSPHATEMIC RICKETS INACHILD
M. Aryayev, N. Lotysh, L. Kaplina, V. Pavlova, V. Koropets, I. Golovenko

Odesa National Medical University*
(Odesa, Ukraine)

Summary.

X-linked hypophosphatemic rickets is an inherited disorder caused by mutations in the PHEX gene (phosphate-regulating protein
with homology to endopeptidases on the X chromosome). Chronic hypophosphatemia leads to impaired bone mineralization, resulting in
growth retardation, rickets, and damage to other organs and systems, including maxillofacial abnormalities. Clinically, these manifestations
become significant when the child begins to walk.

The purpose of the study is to describe a clinical case of congenital hypophosphatemic rickets in a child.

Material and methods of the study. clinical, biochemical, genetic and imaging examination of the child

Results of the study. The article presents a clinical case of a 9-year-old boy, who was adopted after being removed from an unfavorable
psychosocial environment and admitted to the Odesa Regional Children’s Clinical Hospital to clarify the diagnosis and treatment tactics.
On admission, the mother reported complaints of delayed psychophysical development, memory impairment, psychosocial dysfunction,
deformities of the bones of the upper and lower extremities, chest and skull. The examination revealed a decrease in the level of
phosphorus in the blood, increased levels of parathyroid hormone and alkaline phosphatase, and signs of osteomalacia in the x-ray. The
differential diagnosis included vitamin D-dependent rickets, mucopolysaccharidosis, nanism, hyperparathyroidism, and metaphyseal
chondrodystrophy. Based on the data obtained, the final diagnosis was made and appropriate treatment was prescribed.

Conclusions. The expanded differential diagnosis of rickets with rickets-like diseases contributed to the correct clinical diagnosis.
Timely pathogenetic treatment reduces renal tubular phosphorus loss, improves mineral metabolism and quality of life. Prescription of

growth hormone will reduce the manifestations of nanism.

Key words: Hypophosphatemic Rickets; Arnold-Chiari Anomaly; Children.
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