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" HaujioHaAbHa aMTSYa crieltiaAizoBaHa AikapHst «OxmatanT MO3 Yipainm, Kuis

[ 2YKpalHCbKMI HayKOBO-TMPAKTUUHMIA LIEHTP eHAOKPUHHOI Xipypril,
g TpaHCMNAaHTaLiT eHAOKPUHHMX OpraHiB i TkaHnH MO3 Ykpainu, Kuis

Onucano KJITHIYHUI BUITQJI0OK JIKYBaHHS AUTUHHU i3 [1CEBOTIIIONAPATUPEO30M — I1ATOJIOTIEIO, SKA XapaKTePU3YEThCS IOPYIIEH-
wIM (ochOpHO-KATIBIEBOrO 0OMiHy, crielndiyHIM (EHOTHIIOM, & TAKOXK YacTO CYIPOBOKYETHCS 3aTPUMKOIO (DISHUHOTO Ta
IHTEJIEKTYaIbHOTO PO3BUTKY. [IpeicTaBaeHo icTopito XBOPOOU JUTHHY, sIKa 3BEPHYJIACS 10 eHA0KPUHOJIOTA 3 TIOTIEPE/IHIM [liarHo-
30M BPOIKEHOTO Trinotupeosdy. OnncaHo KIIiHIYHI BUSBN 3aXBOPIOBAHHS B MAI[IEHTKH, €TAITHICTD iX BUHUKHEHHS, PETPOCTIEKTHBHY
JAUHAMIKY J1a00PaTOPHUX MOKA3HUKIB HA TJIi [OIEPEIHbOTO JiKYBaHHS, PE3YJ/IbTaTH TeHETHYHOTO AOCI/LKEHHS, [0 A0 3MOTY
MiITBEPAUTH JIiarHO3 TICeB/IOTITIONapaTnpeosy. Harosomyerbes Ha BasKJINBOCTI inepeHITiiHoI [iarHOCTHKY TTopyiieHb (hochop-
HO-KaJIbI[IEBOrO OOMiHY Y iTel, 30KpeMa 3 O3HaKaMU FTOPMOHAIbHOT PE3UCTEHTHOCTI.

KmouoBi croBa: mceszorinonapatipeos, ocreomuctpodis Onbpaiita, rioTHPeo3, Pe3UCTEHTHICTD, TeHETNIHE JOCTI/UKEHHT,

ren GNAS.

cepgorinonaparupeos (pseudohipoparatireosis,
PHP) — rereporenna rpyma eH/JOKpUHHUX PO3-
JIJIB, MO XapaKTePU3YEThCS PE3UCTEHTHICTIO Opra-
HiB-MillleHell (30KpeMa cKeJjieTa M HUPOK) /0 [ii
napatropmona (II'TT) [1]. 3asexno Bix BigMiHHOC-
Tell y maroreHesi i (heHOTHUII HOTO PO3MOMIJIIIOTh HA
taki miarunn: PHP tuny 1a (PHP-1a), PHP tuny 1b
(PHP-1b), PHP tuny 1c (PHP-1c¢), PHP Tuny 2
(PHP-2) i ncesnoncesnorinonapatupeo3d (PPHP)
[3]. 3 amx PHP-1a TpanisieTbesa Haituacrire i crano-
BUTDH 6;iu3bK0 70 % ycix Bumaakis PHP [16].
ITpuuunoo PHP-1a, PHP-1b, PHP-1¢ ta PPHP ¢
MoJieKyJIIpHi fedextn B omHOMY Jokyci reHa GNAS
(20q13.2-q13.3), 1110 ko/ye€ anbha-cyOOANHNLIO CTHMY-
ssiiinoro G-6iika [14]. Okpim ITTT-pesucrenTHOCTi,
tunoBuMu o3HakamMu PHP-1a € Taki eHgokpwHOIIaTii,
SIK TITOTHpeo3 Ta rinoroHaauaM [9]. Takox narienTu 3
PHP-1a maiots crierudiuamii ¢heHOTHUTI, 0 BU3HAYAE
HU3BKUII 3pICT, OKPYyTJIe 06 IMYYsI, KOPOTKY MK, ab/10-
MiHaJIbHe OJKUPiHHS, OpaxifakTiiiio (0cobJIUBO BUpa-
’KeHe BKOPOUYEHHS TIEPINOl, YEeTBEPTOi Ta I'SATOI IT'sICT-
KOBHX 1 ILIIOCHOBHUX KiCTOK), HAasIBHICTb IIiNTKIPHUX
KaJIBIMHATIB T2 PO3YMOBY BI/ICTAJIICTD, 110 3aPaXOBY-

I0Th JI0 KJIACUYHOTO (DEHOTHITY CIIAIKOBOI OCTEOUCTPO-
ii Ounbpaiita (Albright’s Hereditary Osteodystrophy,
AHO) [1]. Hamienatn, sixi ycnagkoByioth PHP Bix
Matepi, IeMOHCTpYIoTh yci o3nakn AHO 3 pesucrent-
HICTIO /10 6araThOX TOPMOHIB, Y TOI Yac sIK TAIIEHTH, 110
VCIHAAKOBYIOTh XBOPOOY Bifi GaTbka, MaiOTh O3HAKH
AHO 6e3 TopMOHAIBHOI PE3UCTEHTHOCTI (IICEBIOIICER-
norinonaparupeos, PPHP) [2, 4—5].

Denorun AHO ta MHOKHUHHA TOPMOHAJIbHA PE3KC-
TEHTHICTh (30KkpeMa 10 TupeotportHoro ropmona (TTT),
rorajoTporinis (hosikyrocrumymosaibaoro (DOCT)
i moteinizyBaibHOTO (JIT') ropmoHiB), pusi3uHr-rop-
MoHa topmoHa pocty (GHRH), anTumiypernunoro,
agpenokoptukorporHoro ropmona (AKTT), rioka-
TOHY, KaJbIMTOHIHY) ByactuBa miarunam PHP-1a ta
PHP-1c [11], y Toii yac sk ans PHP-1b cumntomo-
komiutekc AHO ne xapakrepuutii [15] i HasiBHa Juine
pesucrtentHicTs g0 IITT ta TTI. PesuctenTHicth 10
TTT sasBuyaii momipHa, MOXKe BUSBJSITUCS T 9ac
HEOHATAJbHOTO CKPUHIHTY Ha TiIOTUPEO3 Ta MOKe
OyTH MOMIJIKOBO PO3IiHEHA SIK BPOKEHUH TilOTH-
peos. [l Hel He XapaKTepHUI PO3BUTOK 3002 4u
10sTIBA AaHTUTUPEOITHUX aBTOAHTHUTIJI. PesancTenTHICTD
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Tabanug 1
Kaacudpikauis ncesaorinonaparupeosy [14]

Pe3ucTeHTHICTDL

leTeporoniuHa

AHO AO FOPMOHIB ocudikauis GNAS-aecbexr
PHP-1a " Muosmnna: TTTT, N [eTeposuroTHi iHaKTMBaLiHi MyTaLlii
TTI, ®CI/AT, GHRH B MaTepUHCbKiit areAi reHa GNAS
AedekTr METUAIOBAHHS
PHP-1b — T, TTr — reHa GNAS (90 %), enireHeTUuHi
3MiHM
MHo>MHHa: IMTT, [eTepo3nroTHi iHaKTUBALLiMHiI
PHP-Tc + TTI, OCI/AT + myTauii reHa GNAS
PHP -2 — [jTF 3 TDKKOIO - Hemae
rinoKaAbLiEMi€l0
PPHP + _ N [eTepO3nroTHi iHaKTMBaLiHI MyTauli

B 6aTbKiBCbKin areAi reHa GNAS

JI0 CTaTEBUX TOPMOHIB BUSIBJISIETHCS TTi3HIIIIE 3aTPUM-
KOIO CTaTe€BOTO PO3BUTKY, OJITO- Ta aMEHOPEEID Y
JiBuaT, Oe3rniaaaM. PesucrenTHicTh 10 pisHUX rop-
MOHIB MOJKe PO3BUBATHUCS TIOCTYIIOBO, &K /IO TII3HBOTO
MIi/ITTITKOBOTO BIKY.

Pizui nigrunu PHP naseneno B tad. 1.

Yei cumnromn PHP 3asBuuail 3'aBasioTbest B
JUTUHCTBI, HA/ATO 3a 3HAYHOI Tirmokasbiliemii [6].
CuMnTomMu, TIOB'sI3aHi 3 HU3BKUM PiBHEM KaJIbIIiIO,
MOKYTh OXOILTIOBATH TIapecTesii, OHIMIHHS, CYIOMHU
ta teranifo [12]. [leaki dopmu PHP moxyTs 3amm-
MIUTHCS HETIOMiYeHUMH, SKINO TAIliEHTH HE MAIOTh
3HAYHOI rirnoKajblieMil ab0 KO I HENPaBUILHO
JIATHOCTYIOTh Ta JIKYIOTh SIK «CY/JOMHHUN CHUHPOM>»
[17]. Tligmkipai kagpumdikaty — Ayske PiAKiCHUI
CUMIITOM y PaHHbOMY [IWUTSYOMY BIilli, Mi3HIIIe IX
BUSBJIAIOTh IIPU KICTKOBIH rereporuiasii abo PHP,
rimepmapatupeosi, capkoinosi, cuuapomi Exepca—
[lannoca, mepmartomio3uTi Ta ckiaepozaepmii [9].
[Ipuuuny ix nosisu npu PHP noci ve 3’sicoBano, are
1e He HACJIIOK rinokanbliemii abo rinepdocdaremii,
OCKIJIbKU TIPW TIEPBUHHOMY TillomapaTupeosi 3 aHa-
JIOTIYHUMU TOPYIIEeHHAMU (HOCHOPHO-KATIBIIEBOTO
0OMiHY THAIKIpHI KajbludikaTy 3a3B1Yail BiCyTH.
ITpu PHP-1a Bonu € HallGiibIln paHHIM CUMIITOMOM, 1
YacToTa iX BusiBJIeHHsT cTaHOBUTD 25—50 % [9].

[HTenexTyanbHa HEMOBHOIIHHICTD MallKe 3aBK/1
npucytas ipu PHP-1a ta PHP-1c [19]. Takox nosi-
JIOMJISTIOTB TIPO TIOPYIIeHHsT HIoXYy y natienTiB 3 PHP-1a,
aste e ipu PPHP a6o PHP-1b [15]. PHP-2 acouito-
I0Th 3 HUPKOBOIO pe3ucTtenTHicTio 0 mii IITT i Bix-
cytHictio ¢enoruny AHO; ognaxk reHeTuuHi
3MiHH, 10 BUkAnKaioTh PHP-2, noci 3ajimmiaiorbes
He 3’sicoBaHnMH [7].

[TizniMu ycknannennsamu PHP e karapakra, cTo-
MaTOJIOTIUHI TOpYyIIeHHsd (3aTpuMKa IPOpPi3yBaHHS
3y06iB, rinomiasisa 3yGHoi emMaJii), 00CTPYKTHBHI allHOe
VBi CHI Ta BHYTPilllHbOUepenHi Kajbiudikat (1BO-
Oiunmii crpionanigapHuil KajablHO3 ab0 XBOpoOa
®Dapa) [13, 18].

Cig 3azaaunty, o PHP 3 penotrmmom AHO se crin
ryTarti 3 (hibpO3HOKO AKCILIaziero abo cuHIpoMoM Mak-
K’rona—OunGpaiita, aist sikoro, Ha Bigminy Big AHO,
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XapaKTepHa HasIBHICTb HA MIKIPi IJISIM 32 TUTIOM <KaBH 3
MOJIOKOM», MHOKMHHa (piGpo3Ha ocTeoaucIuiasis (Jacti-
IIe ypaskeHi J0Bri TpyOYacTi KICTKM HIGKHIX KiHI[IBOK),
repeyacHuil CTaTeBUil PO3BUTOK Ta iHIA eHIOKPHHHA
rinepdyskiig [19]; omHak MPUYMHOIO 1THOTO CHHIPOMY
CTAIOTh, HABITAKY, aKTUBAIilHI MyTaitil B Teni GNAS,; 1110
[IPUBBOJUTL /IO HeperyJboBaHoro cunresy mAM® 3
HACTYTTHOIO TIiMEPIPOYKIEIO OIHOTO YU KiJIBKOX TOPMO-
HiB rinmodisa: aapeHOKOPTUKOTPOITHOTO TOpPMOHA
(AKTT), TTT, ropmona pocry (CTT), ®CT i JIL.

Touna nmommpenicts PHP y cBiTi HeBitoma. PHP
CIIOCTEPITatoTh y/IBiUi YaCTilIe Y KiHOK, Hi’K y YOJIOBI-
kiB. ITommpenicts PHP-1a, 1b Ta PPHP B Itanii —
1:150 000 [15], y Amonii — 1:295000 (PHP miz-
tumis 1ai 1b) [17].

¥ 3B’A3KYy 3 TAKOIO Pi/IKICHOTIO TATOJIOTIEI0, TPY/IHO-
aM# JIIaTHOCTUKYA Ta TPUHIUATIB JIKyBaHHS IIe
3aXBOPIOBAHHS CTAHOBUTH COOOI0 3HAUHMIT iHTEpeC
JUTST €HJIOKPUHOJIOTIB.

Hapojmmo mipukiia BJAaCHOTO CIIOCTEPEKEHHS 32
nutnaoio 3 PHP.

Hisuunxa B. y Bini 4 micsui OyJia ckepoBaHa B KOH-
cynsratuBHO-miarHocTrnyny nosikminiky (K/[IT) Hartio-
HaJIbHOI nuTsdoi creriamizoBanoi jgikapui (H/CJT)
«Oxmaraut» y 2009 portri 10 gepmartosiora 3i ckapra-
MU Ha BUCHIIKY HesicHOTO TeHesy. [liciist orusiy Bera-
HOBJIEHO JiarHO3 <«ITpoJripepaTUBHI 3MIiHHW TiCJs
MEPEHECEHOTO BE3UKYJIOMYCTYIbO3Y».

Y Bili 2 pokn 8 MicsIiB ITOBTOPHO CKEpOBaHa 0
KA HACJ «Oxmataut» y:ke 10 €HJIOKPUHOJIOTA 3
TTOTepPeHIM [[IaTHO30M <«BPOJIKEHUH TiOTHUPEO3»
(TTT ynepme cranosus 6,7 MmcMO/ma (ropma 0,3—
6,16 MkMO /M), 3a MiciieM IpOKUBaHHs OYB IPHU-
3HAUEHMI JIEBOTUPOKCHH y 11031 12,5 MKr Ha 100y).
Ckapru Ha MOMEHT orJIsiy: 3akperu (> 2 1i6) Ta Bia-
CTaBaHHS MOBHOTO PO3BUTKY. OO’€KTHUBHO: 3picT
89 cm (—1SD), maca Tima 15 xr (+1,94 SD), irgexc
macu Tizta (IMT) 18,75 xkr/m? (> 85-r0 mepienTuist
BifmoBizHO 10 BiKy i crari). ITix yac 1abopatopHOro
00CTeKEHHS IIOBTOPHO BUSIBJIEHO IiABUIIEHUI
TTI — 9,5 MkMO/ma (sopma 0,3—6,16 MxMO /mur).
[ligTBEpmskeHO [iarHO3 BPOJKEHOTO TiMOTHUPEO3Y,
[PU3HAYEHO 301JIbLIEHHS J03K JEBOTUPOKCUHY [0
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Puc. 1. MaujienTka, 9 pokiB. A — 3araAbHuit BUrAsiA, b, B — niaLukipHi kaabupuHatv, I — peHtreHorpadpisi kucrei

37,5Mkr Ha 106y (2,5 MKI/Kr), PEKOMEHIOBaHO
PEKUM XapuyyBaHHS, IOJeHHY (Gi3NYHy aKTHBHICTS,
KOHTPOJIb MaCH TiJIa.

Y mnopasnpiiomy Ha TJI MOCTIHHOTO JIKYBaHHS
JIEBOTUPOKCHHOM KOMITEHCAIIii MiTOTUPE03Y JTOCITHY-
tu He Basayocst, TTI cranosus 9,5—9,97 MM O /M
(nopma 0,4—4,0 MckMO/Mir); v 11bOMY 3B’S3KYy /103y
JIEBOTHPOKCHHY 1OCTYTI0BO 36imbiimu 110 100 MKr/100y
(6,6 MKr/KT/100Y).

Y Bimi 5 pokiB 7 MicAlliB 3'sBUINCS CKapru Ha
YTBOPEHHST MiMINKIPHUX KaJbI[MHATIB, Y 3B’SI3KYy 13
yuM JUTHHA OyJia CKepoBaHa /0 JIepMATOJora Ha
MaTOTICTOJIOTIYHE IOCTI/IKeHHS, SIKe TiATBEPANIIO
MiarHo3 KaJbIIMHO3Y MIKipH, IMCEMiHOBAHIX KaJIbIIN-
HatiB Tyay6a (puc. 1B—T). Ilicag uporo aiBuMHKa

3HOBY OTpHUMaJsa KOHCyJbTalio eHpokpunosora K11
HACJ «OxMaTauTs i MOJKIIHIKA YKPalHCbKOTO HaY-
KOBO-TIPAKTUYHOTO TIEHTPY EHJOKPUHHOI XIipyprii,
TPaHCIJIAHTAIll eHJOKPUHHUX OpraHiB 1 TKaHWUH
(YHIIIIEX, TEOIT) MO3 Vkpaitu, a takox 0yJi0o
npoBefieHe  KoMIutekcHe obcreskents. O6'€KTHBHO:
3pict 110 e™m (—0,44SD), maca Tisa 22 kr (+1 SD), IMT
18,2 kr/m* (> 85-T0 nepuieHTIIsT ). MHOKUHHI T ITKIp-
Hi KaJIblMHATK Ha TyJ1yOi 1 KiHniBkax. Ilix yac orysiy:
OKpyJie 06/1n94st, KOpoTKa mimst (puc. 1A), BizctaBaHHs
MOBHOTO PO3BUTKY. CTaTeBuil PO3BUTOK BITIOBIIAE
1-1i cranii 3a Tannepom (1969): P1Ax1MalMel.
3iiicHeHo JabopatopHe 00CTEKEHHSI, sIKe He BHSIBU-
JIO TIATOJIOTIYHUX 3MiH Y 3araJibHUX aHai3ax KpoBi i
ceui. TopmoHasibre obcreskennst: TTT — 1,2 MkMO /Mt
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(mopma 0,4—4,0), Bimermit Ts (8Ts) — 1,75 ur/mn
(nopma 0,6—1,4) na Tt npuiiomy 100 MKT J1IeBOTHPOKCH-
Hy; 3arasmpamil Kasbiin (Ca) — 1,9 mmons/n (Hopma
2,19—2,69); ionizosanuii Ca (Ca*) — 0,97 mmosb/m
(ropma 1,09—1,35); dbocdop (P) — 1,7 mmosn /i1 (Hopma
1,42—2,24); naparropmon (IITT) — 1194 rir/mu1 (Hopma
15—63), Bitamia D (25(OH)D) — 60,6 rmoutb,/J1 (HOpMa
>75). Jlurnna orpruMasia KOHCYJIBTaIlifo 0P TaibMOJIOTa,
BUSIBJICHO TilIEPMETPOIIII0 CEPEIHBOTO CTYIIEHSI, PEKO-
MEH/IOBAHO TTOCTiiTHe HOCIHHS OKYJISIPIB. Y/IBTPAa3BYKOBE
nocmipkenast (Y3/1) opraniB uepeBHOI TOPOKHIHU,
HMPOK Ta IIUTOIOAIGHOI 31031 He BUSIBUJIO iX CTPYK-
typHux 3miH. [lig yac ExoKI BusiBrim 3a10BU/IbHY CKO-
POTJIMBICTH MiOKap/Ia Ta AHOMAJIbHY XOPJLY B IIOPOKHUHI
JIBOTO TIIJIYHOUKA. 32 JAHUMU peHTreHorpadii Kucreit
PYK 0i0JIOrTYHKI BiK BIAIOBIAAB IIeCTH POKaM i 36iraBcst
3 macroprauM (3rigHo 3 armacom Greulich and Pyle).
[IpusHaueno Tepariito mpenapaTaMy KasbIlifo (KaJIbIlio
kapbonar 1200 Mr/n00y) Ta Bitaminy D (xoJekabiiy-
epon y nosi 800 MO). Ha 11 takoro JiikyBaHHS yepe3
3 wmicsmi nokazaukn Ca i Ca** nHopmastisyBasmcst, aje
IITT 3pic mo 2114,7 iir/mut, y 3B’513Ky i3 UMM TIperiapati
KaJIBITIO BIIMIHWIIN TA TIPU3HAYNIIN aTb(haKaIbIIuI0 Y
no3i 2 Mkr/no0y. Ha i1 Takoro jikyBaHHSI yepes 3 Mic
IITT 3uusuBcs xo 998,4 nr/mi.

Ha mincrasi pamux xiirigHOTO (CcrienudivHmii
dbenorun AHO) Tta j1abopaTtopHOro 0O6CTEKEHHS
(Bucoxwnii pisenb IITT, rinokasnbitiemis, TimoTnpeos i3
MigBUIEHUM piBHeM BT, Ha TJi 3amicHOI Teparrii)
npumyctuan HasgBHicTh PHP, i qutuHa y Biti 7 pokis
OyJia CKepoBaHa Ha FeHETHYHE OOCTEKEHHSI B MOJIEKY -
JIIpHO-TeHeTHuHy Jabopartopito M. Oznence ([laHist).
[TpoBenennii anasi3 1aB 3MOTY BCTAHOBUTH I'eTePO31-
rorHy wyTtanito B redi GNAS1, c¢.1107_1108del
(p. Asn371Hisfs*10), mo migrsepauio aiaraos PHP.

OTke, y bomMy Bumiafiky jgiarnos PHP Bcranosire-
HUI Ha M/CTaBl TAKUX KJIACMYHUX O3HAK, SIK HAsIB-
HICTh MIAMKIPHUX KaJbIIMHATIB, OKPYIJIOro 001y,
KOPOTKOI IWi, HAJJIUIIKOBOI MacH Tijia, 3aTPUMKH
PO3YMOBOTO PO3BUTKY, OpaxiflakTuiiii i3 BKOPOYEH-
HSIM KiHIEBUX (ajaHT Ta cepefHix (ajaHr ImsaTux
nasnpiliB kucreir (puc. 1) (cnermdivanii penorun
AHO), a takox osHaK TiHOQYHKII MUTOHOAIGHOT
3471031 Ta TilleprapaTupeosy i3 pe3ucTeHTHICTIO 10
IITT i TTT, xoua cif 3a3HaYUTH, IO HU3BKOPOCJTIOCTI
Ta OKUPIHHS B AUTUHU He OYJIO.

[TamienTtun 3 miaTBepmKeHuM giaraozom PHP marorsb
JIeSIKI 0COOJIMBOCTI B CIIOCTEPEKEHHI Ta IIPOBEAEHH]
3aMiCHOI Tepartii. BpaxoByouw, 110 TilTOKaIbIIEMIS Ta
rinepgocdaremis MOKyTbh BUHUKATH TTi3HIIIE, TiCJS
TpuBasio migBuiienoro piBHs IITT, meprmoyeproBum
3aBIAAHHAM JIKapsl € HOpMAaJTi3allisi PiBHIB KaJIbIIIO Ta

ocdopy 3a gomoMororo mpernaparis Kaiblliio Ta BiTaMi-
Hy D (xanmprmrpiosn, ambhakagabiuior). Y mogaibiio-
MY, TTICJIsT HOPMATi3allii MmoKasHuKiB ocopHO-KaIbITi-
€BOro 00MiHY, IperapaTyi Kajbliifo MOKHA BiAMIHUTH.
¥ 383Ky i3 pesuctenTHictio 0 [ITT fioro 3um:keHHs
JI0 HOPMATKMBHKX 3HAaueHb HEOOOB SIBKOBE, OIHAK CJIijl
[IParHyTH JI0 HOro MAaKCUMAJIBHOTO 3HUXKEHHSI, OCKiJIb-
ku critike nepcuctenTre misutenHs [TTT (> 100 or/mur)
MOJKe TIPUSBOAUTH JI0 aKTUBHOI pe3opOitii kicrok [10].
Y nitelt peKOMeHZIOBAaHO KOHTPOJIIOBATH TIOKA3HUKU
(hochOPHO-KaIbIIEBOr0 OOMIHY KOKHIX 3 MiCAIIL.

Y pasi HU3BKOPOCJIOCTI CJIiJT TIPOBECTHU BiTIOBiIHE
obcreskenHst st Busisiaends gedinury CTT (ctumy-
JIALHIHL TecTy, BUSHAYEeHHs iHCyIiHOnoAiGHOTrO (ak-
topa pocry-1 (IDOP-1), IDOP-1-38’s3yBasbHOTO
6inka-3 (IMP-1-3B-3) Ta BYaCHOroO MOYaTKy BiAIO-
BigHOI Teparrii.

[MigmkipHi KaabIIMHATH TJIATAIOTh XiPyPrivHOMY
BUJIAJIEHHIO JIIIIE Y BUMAJIKY X BEIMKUX PO3MIPIB 4 60-
JiicHOCTI 200 AMCKOMMOPTY, 110 BOHU CHPHYUHSIOTH [ 10].

VY HamoMmy BUIIaKy [MOBTOPHE 0OCTEKEHHS IUTH-
HU Y Billl 7 pOKiB i 7 Mic4I[iB Ha TJIi TPUHOMY JIEBOTH-
POKCHHY 75 MKI/100y [0Ka3aJi0 HOpMaJbHUI PiBEHb
TTT, ane migsumenuit piBeab BT; — 26,4 MOb/
(nopma 12,5—21,5 1iMostb/J1), HOpMaJIbHi MOKA3HUKH
dochopHo-KaiblieBoro 00MiHYy; Ha TJi NpUIlOMY
1 Mxr anpdaxanpiumony pisedb I[ITT cranoBus
117,3 nir/Mu1. 3aBASKA TEHETUYHO MiJATBEP/KEHOMY
JiarHosy Ta PeKOMEHJAIIsIM IIOA0 OCOGJIUBOCTEN
3amicHoi Tepamii PHP Bmamocs Hamani 3mMeHIIUTH
JI03y JIEBOTUPOKCUHY 10 50 MKr Ha 00y, 3aBIAsSKu
TakoMy JikyBaHHIo mokasauku BT, TTT Ta dhocdop-
HO-KaJIbI[I€BOTO OOMiIHY HOPMaJIi3yBalUCs.

BucHoBKH

[IpencraBnennii xmirivyanii Bunagok PHP memon-
CTPYE CKITHOII IrpepeHIiTHO-1IarHOCTUYIHOTO TTOTITY-
KY, BOKJIMBICTb CBOEYACHOTO JOCII/IKEHHST IIPOCTUX Gi0-
XIMIYHIX TTapaMeTpiB (CKPUHIHT MTOKa3HUKIB (hochopHO-
KaJIbI[iEBOr0 0OMIHY), HEOOXIZHICTh IHTErPYBaTH OKPEMi
KJTiHIYHI O3HAKWA B 3araJbHUII (DEHOTHUI TOTO YU TOTO
TIATOJIOTIYHOTO CTaHY /IS TMIJIECTIPSIMOBAHOI CBOEYACHOI
BepHdiKallii OKpeMUX (POPM CITAZIKOBUX 3aXBOPIOBAHb.

CBoeyacHa JIiaTHOCTHKA, YTOYHEHHSI T€HE3y KOK-
HOTO CHHJIPOMY, IO CYIPOBO/IKYIOTHCS PO3JIaJIaMU
KaJIbI[i€BOr0 0OMiHY, HAATO BaKJIMBi, OCKIJIBKH JAI0Th
3MOTY 3HAWTH ONTUMAJIBHUHN X/ 10 iX JIKYBaHHS,
POMiTaKTUKY MOXKITUBUX YCKIIQJHEHb, TPOrHO3YyBa-
TH [IOBTOPHE BUHUKHEHHSI CIIAIKOBUX XBOPOO y ciM’sIX
3 BUCOKMM pUsHKOM po3Butky PHP Ta HeoGxinHicTh
[IPOBE/IEHHS] MEJITUKO-TEHETUYHOTO KOHCYJIBTYBAHHSI.

Koudpaikty iHTepeciB Hemae. Y4acts aBTOPIB: KOHLEMNLIS AOCAIAXKEHHS, peaaryBaHHs ctatti — I. B. IBaHeHko; 36ip matepiany,
06pobka, aHaAi3 AiTepaTypHux AaHux, HarcaHHs Tekcty — A. O. SluyHb; peAaryBaHHS CTaTTi, CriBrpaus 3 reHeTMYHo AabopaTo-

pieio — €. B. Thoba.

Moasika: aBTOPKM BUCAOBAIOIOTH BASIMHICTb 3@ MOXKAMBICTb FEHETUUHOrO AOCAiAXKeHHS npodecopy Henrik Thybo Christesen
(Hans Christian Andersen Children’s Hospital, Odense University Hospital, OaeHce, AaHis).
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KAMHMYeCKMid CAyYaii nceBAOrMnonapaTtMpeosa y pedeHka

I. B. MBaHeHko ', A. A. SluyHb ', E. B. Tho6a 2
T HaumoHaAbHas AeTckas crielmaAmn3npoBaHHas 60abHMLA «OxMaTaeT» M3 YkpauHbl, Kues
2 YKpanHCKMIA Hay YHO-TMPAKTUUYECKMI LLeHTP SHAOKPUHHOM XMPYPruM, TPAHCMAQHTALMM SHAOKPUHHBIX
opraHoB 1 TkaHe M3 YkpauHbi, Knes

Ommcan cay4ail HabrofeHus 32 peGEHKOM ¢ MCEBAOTHIIONAPATHPEO30M — MATOJIOTHEH, KOTOPAsT XapaKTePH3yeTCsT HapyIeHn-
eM GochopHO-KaIbIUeBOro 0OMeHa, crenuduieckuM (HEHOTUIIOM, a TAKKE YACTO COMPOBOKAAECTCS 3a/IePIKKOIT (PHU3UUECKOTro 1
MHTEJIEKTYanbHOT0 pas3suTns. [IpemctaBiena ucrtopust GomesHn peberka, KOTOPBIH 0OpaTHICS K DHAOKPUHOJIOTY C
[IPEeIBAPUTEIBHBIM JHATHO30M «BPOKIEHHBIN TUIIOTHPe03». Omucanbl KIMHIYECKIEe MPOSIBICHNS 3a00JIeBaHNUS, ITAHOCTD UX
BO3HUKHOBEHTI, PETPOCIIEKTUBHAS ANHAMIKA JabopaTOPHBIX MoKazateseil Ha (OHe MPeAIIecTBYIONIETO JEIEHNs], PE3YIBTAThI
reHeTUYeCKOro UCCJIeI0BANNs, YTO 1I03BOJINIO NOATBEPAUTD MArHo3 IceBjorunonaparupeosa. Ormevaercs BakHocTb Audde-
PEHIMATBHON AMarHOCTHKY HapylreHuii hocdopHo-KambIieBoro oOMeHa y JIeTel, B TOM YHCJIe ¢ TPU3HAKAMH TOPMOHAIBHON
PE3UCTEHTHOCTH.

Kimouessie croBa: TceBIOTHIIONAPATHPEO3, ocTeoancTpodust Onbpaiita, THIOTHPEO3, PE3NCTEHTHOCTD, TEHETHIECKOE HCCITe-
nosanne, reH GNAS.

Clinical case of pseudohypoparathyroidism in a child

G. V. Ilvanenko ’, L. O. latsun?, E. V. Globa 2
"National Children’s Specialized Hospital «<Ohmatdyt» of the Ministry of Health of Ukraine, Kyiv
2 Ukrainian Science and Practice Center for Endocrine Surgery, Transplantation of Endocrine Organs
and Tissues of the Ministry of Health of Ukraine, Kyiv

We have described a clinical case of treatment of a child with pseudohypoparathyroidism — pathology characterized by calcium
and phosphate metabolic disorder, specific phenotype, as well as often accompanied by delay in physical and intellectual
development. Presented is the case record of a child who consulted an endocrinologist and had been previously diagnosed with
congenital hypothyroidism. We have described clinical aspects of disease in the patient, phasing of their emergence, retrospective
dynamics of lab values against the background of previous treatment, results of genetic research, which enabled us to confirm the
diagnosis of pseudohypoparathyroidism. Emphasis is placed on importance of differential diagnostics of calcium and phosphate
metabolic disorders in children, particularly in those with signs of hormone resistance.

Key words: pseudohypoparathyroidism, Albright’s hereditary osteodystrophy, hypothyroidism, resistance, genetic research,
GNAS gene.
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