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“HauioHanbHWii yHiBepCUTET OXOPOHN 380p0B'A YkpaiHu im. M.J1. lynunka

Pestome. [inonapatvpeos (IMIT) xapakTepr3yeTbCA HU3bKKM PIBHEM NapaTPEOiAHOIO FOPMOHY, 3HUKEHHAM PIBHA KanbLliio Ta
nigBuLLeHHAM docdaTy B KpoBi. HarbinbLu nolwmpeHoto oro NpuuMHoI0 € onepallia Ha wi. Hexipypriuqmia [T (HXITIT) moxe
MaTu Pi3HI NPUYUHK, cepefl AKNX € reHeTYHI. HannowvpeHiwoto reHetnyHoto npudurHoto HXITIT € BTpata ginankm q11(22q11)
22-10 XPOMOCOMOIO, LLIO MPW3BOAMTL [0 rinonnasii npuimTonodioHyx 3ano3. CuHapom 2211 BinoMuiA Takox Ak cuHapom [i
xopmxi (DGS). AkpoHim «CATCH 22» Bkasye Ha N'ATb KniHiuHKx npossis DGS: Cardiac — cepuesi Bagy; Abnormal facies — auc-
mopdia 0banuus; Thymic hypoplasia — rinonnasia umyca; Cleft palate — po3iiennenHa nigHebiHHA; Hypocalciemia — rinokanbLyi-
emia (TK). fiarHocTrka DGS mose byTv cknagHoto Yepes Bapiauii deHoTvnie. DGS nigo3ptoioTb 3a HaABHOCTI Xoua b OAHiEl 03Ha-
ki CATCH22, monekynapHO-reHeTUYHi MeToau NiATBEPAXYIOTb UK CMPOCTOBYIOTb AjiarHo3. Y nybikauii HaBefeHo ABa BUNAAKN
HXIT y popocnux ocib, Aki He Bynan CBOeYacHO AiarHOCTOBaHI. B 060x Bunaakax MK npu 3HWKEHHI PiBHA NapaTMPEOiAHOro
ropmoHy 6e3 xipypriuHoro aHamHe3y Bkasye Ha HXTTIT. 3aBaaKm aHani3y NoCNiAOBHOCTI HYKNEOTVAIB Ta TECTYBAHHA WOAO Ae-
nevujii/pynnikauii naxeni 3 2211 rexis y Bunagky N1 ineHTdikoBaHo natoreHHi BapiaHTu B 3 reHax: TBX1 (acouiioBaHwii 3 aBTo-
COMHO-foMiHaHTHIM DGS); LZTR1 (acouioBaHuin 3 aBBTOCOMHO-AOMIHAHTHIM LUBAHHOMATO30M i @BTOCOMHO-AOMIHAHTHIM Ta
ABTOCOMHO-peLiecuBHIM crHApomom HyHaH); CLCNT (acouiiioBaHuii 3 aBTOCOMHO-OMIHAHTHOIO Ta PELIECUBHOK BPOAKEHOK
MioToHieto). OcobnueicTio Bnaaky Ne1 € noegHarHa DGS Ta xBopobu pelisca. He 3Baxatoum Ha pisHy etionorito HXITIT (y
BunaaKy N1 BiH € yactuHoto DGS, a y Bunaaky N2 eTionorito BCTaHOBWTY Lie He BAAnocs), B 06ox Brnaakax HC BuABMAN i3 3a-
Ni3HEeHHAM Ta TPMBANWIA Yac NikyBany HeedeKTVBHO. 3aCToCyBaHHA KanbumTpiony [1,25(0H)2D3], aktusHOi popmu BitamiHy D3
B I03yBaHHi 1,25 mKr/no6y (Bunagok Ne1) ta 1,75 mkr/no6y (Bunanok Ne2) 36inbluimno pieHi Kanblito, 3MeHww 1o cumnromu HC,
KniouoBi cnoBa: Hexipypriunni rinonapatupeos; CATCH 22; 22q11.2 geneuinHnii cuHapoM; nos'asanuni i3 TBXT curapom [i
[xopmxi; nos'A3anwid i3 LZTR1 weaHHoMaTo3; nos'a3aHa 3 CLCN1 mioToHis; xBopoba [pelisca; YopHobunb.
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I'TIT xapakTepu3y€eThcsd HU3BKUM PiBHEM KaJlb-
11if0 B 11J1a3Mi KPOBi Ta HU3bKUM PiBHEM apaTrop-
MOHY, a TaKOXX BHUCOKHUM piBHeM ocdary. Haii-
6isbin omupenoto puuntoio [TIT € onepartist Ha
mui [1]. HXTTIT mosxe maTu pisHi IpU4YuHU, cepe;y
SAKUX € TEHEeTUYHI TOPYIlIeHHsd, aBTOIMYHHI 3aXBO-
pIOBaHHSA, pafiallis, iHO/i capKoi03, HAKOTTUYEHHS
3ajiza (remoxpomaTos) abo migi (xBopoba Binbco-
Ha). HalmommpeHinomo reHeTuIHOI0 TPUINHOIO
HXTTIT € peneris (BTpaTa) 22-10 XpOMOCOMOIO J1i-
gauakn q11 (22q11), mo npusBOAUTH 10 TiMoIIasii
HPUIIMTONOAIOHNX 327103 [2].

Cunnpom 22q11 Bimomwmii takox sk DGS. Y
1965-1968 poxax Angelo DiGeorge ommcaB Bu-
MaJIKu BificyTHOCTI TuMyca B moennanni 3 HXTTIT
y KiIbKOX aiTeit [3, 4]. MonekyagpHO-reHeTnIHa
ocuoBa DGS omnmcana miznime [5]. Curzapom fe-
sertii 22q11 (22q11 DS) B kuiniti Gisbine BigoMuit
came 111 HazBoo DGS, ajie icHYIOTb i iHIIT OTO
Ha3Bu: Bejokapaiodamiamsuuii cunapom (VCFES);
Shprintzen-cunapowm; kapaiodariaabHU CHHIPOM
Cayler; cunapom Takao Ta CATCH-22. Ile onun i3
HAUMOMIUPEHIINX TeHETUYHUX CUH/IPOMIB, 3 OIliH-
kamu normuperocti 1:3000 oci6. Beakaiors, 110 re-
HU-MOAMUDIKATOPH CIPUAIOTH BapiabeJbHOCTI 10TO
(erorumy. Cepesr TpoOsABIB BPOKEHI Baii PO3BUT-
Ky cepii, imyHonedinur, I'K, Besodapunreanpra
(miHe6iHHO-TJIOTKOBA) HEIOCTATHICTh, 3aTPUMKA
PO3BUTKY, KOTHITUBHI TOPYIIEHHS, MCUXiaTPUYHI
po3JIajiu Ta XapakrepHi pricu o0snaust [6].

Axponim «CATCH 22» Bkagye Ha WATb KJIi-
Hivnux nposBie DGS: Cardiac — cepiieBi Bajiu;
Abnormal facies — mucmopdisi obmmyust; Thymic
hypoplasia — rinoruiasist Tumyca; Cleft palate — pos-
menyiennst mianebinnsa; Hypocalciemia — T'K. Ha-
3Ba CATCH22 Bincumnae 10 0MHOMMEHHOTO POMaHY
«Catch 22» (ITactka 22) mucbmennuka /[;xozeda
Tennepa [7]. Ha Bigminy BiJi XyZI0:KHBOTO TBOPY les-
sepa [8], B skomy Bubip nndpu 22 BKasye Ha mapa-
JIOKC, 1[0 CUMBOJTI3Y€E abCypHICTh GIOPOKPATHYHUX
CUCTeM, Jie JIIOAIM He MOXYTb PO3B’S3aTH CBOI IIPO-
6J1eM¥ Yepes3 HEermoC/IiI0BHI TIPaBUJIa, He MaB CIOJKET-
HOI TpwB’g3ky, KiaiHiuamil akporiM «CATCH 22»
Harajiye 1po yHIKo/KeHH XpOMOcoMU 22.

Jiarnoctuka DGS moske OyTH BasKKOIO depes
Bapiatii denoTuiB Mix Joxsmu. Voro mizospio-
I0Th Y HAI[E€HTIB 3 OHUM a00 KiJIbKOMa O3HaKaMu
CATCH22. ¥ 1mux BATaKax JiarHO3 MiITBEPIKY-
€TBCS CIIOCTEPEKEHHSIM 3a JIeJIETIEI0 YaCTUHU JI0B-
roro ieda (q) xpomocomu 22, periony 1, cmyru 1,
cyoemyru 2. TeHeTHYHUI aHasi3 3a3BWYail BUKO-

HYETHCS 3a JOMOMOTOI0 (hJIyOPeCIeHTHOI ribpun-
zarii in situ (FISH), aka 3natHa BUSABISATA MiKPO-
JleJiellii, SKUX He BPaXOBY€E CTaH/lapTHE KapioTUITy-
BaHHs. Cy4acHIIIUM MeTO/IOM aHai3y € KiJIbKicHa
noiMepasna yaniorosa peakiiis (QPCR), sxa mae
Kinbka mepesar BignocHo FISH [9, 10].

Hagsuicth anHamMHe3y orepailii Ha mui 3a-
3BUYA JIOMIOMAra€ CBOEYACHIM JIArHOCTHUIN TIic-
asionteparntiiinoro I'TIT (E 89.2 Postprocedural
hypoparathyroidism 3a MKX 10) y martienris i3
cumntomamu Ta o3nakamu I'K. Y BiTunsngniit mi-
Teparypi Oyiu TPYHTOBHI myOsikarii momo i€l
narostorii [11, 12], ane BizcyTHiCTb Xipypriuno-
ro aHaMmHe3y, K CBI[YMTb ITOTOYHA J[iarHOCTHYHA
[paKTHUKa, MPU3BOAUTH 0 XMOHOI Ta 3aIi3HiIol
miarnoctuku Ixionatwunoro I'TIT — Idiopathic
hypoparathyroidism (E 20.0) a6o Iumioro TTIT —
Other hypoparathyroidism (E 20.8) 3a i€io x kia-
cudikamiero MKX 10.

Y ny6uikanii My HaBOAMMO JiBa KJIIHIYHUX BU-
nagku HXTTIT, ski He 6yJu KOPEKTHO AiarHOCTO-
BaHi Ta gKi IOBrUii 4yac He OTPUMYBAJIU a/IeKBATHO-
IO JiKyBaHHS.

IrdopmoBaHa 3roja maImieHTiB Ha yOJIiKaIliio
Pe3yJIBTaTIB iX JIOCI/IPKEHb OTPUMAaHA.

Koiniuanii Bunagok Nei

Y xBiTHI 2024 poKy 10 KOHCYJBTATUBHOI MOJi-
kiiniku /Y «Inctutyr enpokpunosiorii Ta oOMiHy
pevoBuH im. B.II. Komicapeaka HAMH ¥Ykpainun»
3BepHyJiach 23-pivuHa malieHTka A., €éBpOINeoiHol
pacu, sika TTPOKUBAE 3 MATIP'T0 B HEBEJTMKOMY MIiCTi
B KuiBcokiit o6acti. Cumirromu: emientudopMHi
HamaJiv 3 TeHepasTi30BaHUMU CylOMaMU, BTPATOIO
CBIZIOMOCTi Ta TIaM’SITi TIPO MTOYATOK HAIamy, KicT-
KOBUMU OOJIIMH Y BEPXHIX Ta HIKHIX KiHIIIBKax,
y IUAHOMY Ta B TOIEPEKOBOMY BijIilax XxpeOrTa
[pU TPUBATIOMY TiepeOyBaHHI B TOPU30HTAIHLHOMY
MOJIOKEHH], BITIYTTS TPICKOTY B KiCTKaX CTOII, CU-
METPUYHUI TPEMOp PYK Y CIOKOIO, TTPOTPecUBHE
TIOTIPIIEHHs 30DpYy, MPUIIBUJIIEHHS TyJIbCy, Hara-
JI CMHKOIIE Ta 3allaMOPOYEHHS B CIIOKOI0, OOJIi B
CKPOHEBIiH fiygHIli Tos0BU. OKPIM 1[bOTO MAIIEHT-
Ka CKapKuJach Ha 3HUKEHHS TOCTPOTH 30DPY, 3MEH-
MIeHHs 3pocTy, Aedopmartii (asanr maabiliB CTOI
Ta HEMOJKJIMBICTb BiUyBaTW 3allaXxd — aHOCMIIO.
Takosx Biamivae ciabKicTh Ta yacti emizoau ['PBIL
¥ 2020, 2021 i 2022 pokax ta B ceprni 2024 poxy
xBopisa Ha COVID-19.

Hapoaunach naiienTKa B pe3yabraTi repeadac-
HUX TI0JIOTiB Ha 8 micsrli recrartii. ¥ 5 MicsiliB 3a-
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XBOPiJIa Ha Kip, TS 90T0 1Movaja BijfictaBaT y (i-
3UYHOMY PO3BUTKY. 3 5 POKIB — CUMIITOMHU TIapec-
Te3iil KiHMiBok. 3 10 pokiB momiveHo dartiaabHniz
nucmopdism. Ilepmmii emisenTudopMHEUN Harasn
tpanuBca y 2014 poriii: omucaHi TOHIKO-KJIOHIYHI
Cy/IOMU, 4epe3 10 MallieHTKa BIEpIle TOTparmia
70 peaHimarliii. 3 TOro K POKy IlepeBe/ieHa Ha iH-
UBIilyaibHe HaBUYAHHS BIOMa 4epe3 MOCTYMAIbHI
CHMIITOMH XBOPOOXL.

22.08.2023 poky BusiBJieHi JiabopaTOpHi O3Ha-
KM  TUPEOTOKCUKO3Y:  TUPEOTPOITHUM  TOPMOH
(TTT)-0,007MMO /M (HopMa0,27-4,20)MmkMO /
mn); T, Bimbnmii — 32,29 nmons/n (nopma 10,3-
24,5 nmosb/n); T, Binbunit — 11,25 1nmounb/n
(nopma 3,84-6,60 mMosb/1). 3a JAaHUMH YJIBTpa-
3BYKOBOTO JIOCJIIJIKEHHS MIUTOMOMIOHOI 3a1031 —
«O3HAKU XPOHIYHOTO aBTOIMYHHOTO THUPOIIUTY>,
06’eM — 16,1 cm®.

3 24.08.2023 poky 1o 01.09.2023 poky JaikyBa-
macst B YepHiriBebkiit obmacHiii JikapHi 3 OCHOB-
HUM JIiaTHO30M <«Au(y3HUN TOKCUIHUN 300»
(mpuiimasra tiamazosr 30 Mr Ha 100y 3 TOAATIBIITIM
3HIZKEHHSIM /1031). JIIKyBaHHS MO0 CYITyTHBOTO
3aXBOPIOBaHHS, siKe OYJI0 BUSHAUEHE SIK «BUPakeHa
comaTohopMHa BereTaTuBHA TUCHYHKITIS 3 JTieHIe-
(aJbHUMK KPU3aMU, TPUBOKHO-(POOGIYHUM CHH-
ZPOMOM, IHCOMHI€I0 Ha (DOHI AMCILIA3il CIIOTYIHOI
TKaHUHW», TPOBOIUIIOCA Y BiJIJIIJIEHH] IHTEHCUBHOI
teparii YepHiriBcbKoi 06/1acHOI JliKapHi.

[IpoTe ronoBHi cumnTomMu (HATAAU Cy/I0M, Tie-
pPIOIMYHO 3 BTPATOIO CBIJIOMOCTI) 3aJUMIAJUCT 1
MCTS JIKYBaHHS TUPEOTOKCUKO3Y TiaMa30JI0M, 10
SKOTO JI0JlaBajiucs TPaHKBijizaTopu (Tizasemnam,
Jiasernam), HOOTPOIHI 3acobu (IUTHKOJIH), aH-
TUJIETIPECAHTH  (€CIUTAIONPaM ), AHTUTICUXOTUKHU
(onanszarin). Takox cepesl MEIMKaMEHTIB, 1110 OYJIH
TOJIi 3aCTOCOBAaHI, BKa3aHi /leKcaMeTa3oH, cyabdar
Marfifo Ta TIIOKOHAT KaJbIlii0. CAMHUM TTOKa3HU-
KOM CTaHIapTHOTO Oi0XIMIYHOTO aHATI3Y KPOBI, 10
Bi/Ipi3HSIBCS BiJl HOPMaJIbHUX 3HAa4Y€Hb, OYB PiBEHb
ioHizoBanoro kambilito — 0,94 mmomb/n1 (HOpMa
1,13-1,32 mmoub /1), PiBHi 3arambroro abo ckopu-
rOBaHOTO 3a aJbOYMIHOM KaJIbI[iI0 He IOC/IiIKYBa-
JIUCA.

Yepes BiJICYTHICTD [[iarHO3Y, 10 Mir 61 TIOSICHU-
TH GLJBIIICTh CUMIITOMIB, AiBYMHA TPUBAJIO Ta He3-
pe3yabTaTHO JiKyBajach ITiJi HATJSAI0OM HEBPOJO-
TiB II0/I0 BETeTO-CYJAMHHOI JUCTOHII Mi/[JIITKOBOTO
repiozy, eniJielnTHYHOIO CUHAPOMY, MiaCTEHIYHOTO
CUH/IPOMY Ta HaBiTh PO3CISTHOTO CKJepo3y. Eiek-
TpoeHntedanorpadiuHe I0CIKEHHsS He BUSBUJIO
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O3HaK erriJericii, mpore mamienTiti y 2024 pori 3a-
IIPOIIOHYBAJIH JIIKYBaHHS B [ICUXIaTPUYHII JTiKapHi.

Kapiosor miarHoctyBaB «aucMeTaboIiaHy Kap-
miomionarito, ibpo3 aopTaabHOTO KJIanaHa, Helo-
CTaTHICTh a0OPTAJIBHOTO Ta MITPAJTbHOIO KJAIaHiB
I ct., cunppom CLC, ceprieBy HemoctatnicTs [la 3i
36epesxenolo gpakiicio Bukumy (56%)». Bpaxosy-
1041 CKOpOoYeHHH inTepBairy PQ Ha esekTpokapio-
rpaMi Ta CHUMIITOMH IapOKCHU3MaJbHOI TaXiKapaii
MU MOKEMO ITi103pI0BaTU HAagBHICTh cuHIpomy Jla-
yna-Tanonra-Jlesina (Lown-Ganong-Levine synd-
rome) — OJ{HOTO 3 BH/iB MePeaYacHOr0 30yIKEHHS
NTyHOUKIB [13].

Enextpomiorpadist Bix 15.08.2023 poky: «uani
MOKYTb BKa3yBaTH Ha O3HAKU TillepTOHYCY B 3I'U-
Hayax CTOII, HaJICerMeHTapHOl aKTUBHOCTI, aKCOHO-
maTii MpaBOro MaJIOTOMIJTKOBOTO HepBa 31 3HUKEH-
HSIM CKOPOTJIMBOI 3/[aTHOCTI B po3riuHavax 10 65%,
3MiH y M's13ax 3a rcMeTabo iuyHO-ArCTPOdGIaHIM
THUIIOM 13 MiOTOHIYHUM KOMITOHEHTOM>.

[Iporsrom 2020-2024 pokiB marjienTka 4 pasu
nepeneca 3axpopiopanisg Ha COVID-19, mo 6ys
HiATBePKeH it Tab0PaTOPHO.

PoauHHUI aHaMHe3: y poandiB 3 OOKy marepi
noibHX cuMnToMiB He Oys0. barbko piBumHM, 32
KiJTbKa MICATIIB /10 11 HAPOJPKEHHS MPAIloBaB y 30H1
Yopuobuabebkoi AEC esakTuBaTOpoM IIiji vac
1epeby/I0BU 3aXMCHOI CIIOPY/IW, HUHI BIiJJOMOI SIK
«capkodary. 3a peKOMeH/IaIli€l0 TeHeTHKa 3aMOB-
JIeHE JIOCJIi/IPKeHHS MHOKMHHOT TeHeTUYHOT ITaHeTl.

02.05.2024 poky mnaiieHTKa MpeacTaBUIa pe-
3yJIBTATH AaHAJI3y MOCHIJIOBHOCTI HYKJIEOTH/IIB Ta
TeCTyBaHHS MIO/I0 Jlesellii/Aymikaiii maHesnai 3
2211 reniB, skuii OyB mpoBegeHMil J1aboPaTOPIEIO
Invitae 3aBasgKu 101TIOMO3i 6J1arOAIHHOTO (hOHLIY.

Mertoanusni fetaii TEHETUYHOTO JOCJIJIKEHHS:
reromua /IHK Gyna 36arauena miboBUMU [IiJIsTH-
KaM#, BUKOPUCTOBYIOUYH IIPOTOKOJI 3aCHOBAHUI Ha
ribpuamzanii. CexkBeHyBaHHs1 OyJIO IIPOBEIEHO 3
BukopucranugaM Texuosorii Illumina. Yei 1iaposi
perionu Masu HoKpuTTs Oinbine 50x. [IpounTysan-
ust (Reads) Gysim BupiBHsHI BifHOCHO pedeperc-
Horo renomy (GRCh37), i 3MiHu B mocJmi1oBHOCTI
Oysm imenTudikoBaHi Ta iHTEpHpPeTOBaHi B KOH-
TEKCTI OKPEeMUX KJIHIYHO BaroMuX TPACHKPHUIITIB
(2211 rewniB). 36arayenHs Ta aHai3 (HOKYCYBAIUCH
Ha KOIyBaJTbHUX MIJITHKAX i3 (hJIaHKYBATBHUMU T10-
CJTIIOBHOCTSAMU JIOBKMHOI0 20 01 Ta iHITUMU Peri-
OHAMHM, Bi/IOMUMHU CBOEIO KJIHIYHOIO 3HAYYILICTIO.
Exsonni MyTanii Ta agymiikarii 6yJo 1eTeKToBaHO
3a anroputmoM Invitae. Tenetnuni BapianTu Gynn
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noxani BinosigHo 10 Human Genome Variation

Society (HGVYS). CeksenyBatns 0yJ0 IIPOBEIEHO

B Invitae Corporation.
3rijHo 3 ipescTaBiaeHuM 3BiTom # RQ6089494

Biz 08.02.2024 poky ieHTH(hIKOBAHO:

e o/uH TmaroreHHuit BapiaHT y reni LZTRI.
LZTR1 acomifioBaHuii i3 aBTOCOMHO-TOMIHAHT-
HUM IHIBAHHOMATO30M 1 aBTOCOMHO-/JOMiHAHT-
HUM Ta aBTOCOMHO-PEIECUBHUM CHHIPOMOM
Hymnan;

e OAWH IMaTOTEHHUN BapiaHT ifeHTU(IKOBaHO B
reri TBX1. TBX1 acortifioBanutii i3 aBTOCOMHO-
nominantTauM DGS / BesoxapaiodartianbHIM
CUHIPOMOM;

® O/IMH TATOTEHHWUU BapiaHT i/leHTU(hiKOBAHO B
reri CLCN1. CLCN1 acomitfioBaHu# 3 aBTOCOM-
HO-/IOMiHAHTHOIO Ta PEIECUBHOIO BPOJKEHOIO
MiOTOHIEIO.

[Tix yac ornsany marientku A. y xBiTHi 2024 p.:
JacToTa CepIeBUX CKOpoueHb — 67 yi./XB, PUTM
npaBuiabHUM, aprepianbHuii Tuck — 110/90 mm
pT. cT., 3picT — 152 cm, Bara — 50 Kr, iHAEKC Macu
Tita — 21,6 kr/m? Criocrepiraerbest ApiOHUN cH-
MeTpuYHuil Tpemop pyk. IIpu orngai — BasbrycHi
nedopmaliii KoJiHHUX cyrao6iB Ta I 1recHOBUX
KICTOK, KyJbrac npu xozapOi. IlosutusHi o3Haku
XBocteka ta Tpycco. O3naku medopmartii ckesera
B I'PY/IHOMY Ta IUIHOMY Bi/UIi/I, BUMYIIEHE I10JI0-
JKEHHSI TOJIOBH.

O6smyys Herponopiiiiie, Tpodiab MPAMUI,
HVDKHS TPETHHA 00JIMYYst BUIOBKEHA, Ky T HUKHBOT
mesieny 361bIIeH I, HOCOTYOHI CKJIQJKU HATpy-
JKEeHi, He BUPaKeHi, Mi00piHa sSMKa 3rJIajKeHa,
HaBKOJIOPOTOBI M’s13U pi3ko Hampyskeni. Por Ha-
HiBBIZIKPUTHI, YepBOHA KaiiMa ryb cyxa, i3 Jrycou-
Kamu. Bigkpurrst pora oomeskere (~18 mm). Pyxu
HWKHBOI Iejien oOMesKeHi, mepiogudHo 00JIo-
ui. [TampmaTopHO JKyBasbHi, CKPOHEBI, TiAOOpPiHI
M’s13u HarpyskeHi, 60so4i. [IpruciHOK TOPOKHUHI
poTa ApiOHMIA, BY3/I€UKK BEPXHBOI Ta HIZKHBOI IyOn
— HopMa. SlcHa rinepeMoBaHi, JIOKaJbHO TillepTpo-
¢dosani, kpoBotouars. IligHebiHHSA roTUYHE. 3BY-
KeHHs Ta medopmailisi HUKHBOTO Ta BEPXHBOTO
3yOHUX PSIIiB 31 CKyIMYeHHSAM 3y0iB y (hpoHTATbHII
MIAHIN HAa HUKHIN mieseri. HocoBe quxanuga Bij-
cytHe. HazmipHo ckiajiena criipajib ByIIHOI Pako-
BuHU (puc. 1).

[TarfienTKa NpecTaBUIa Taki pe3yssraté Jabo-
PaTOPHUX JIOCJI/)KEHD: TTapaTUPEOi[HUI TOPMOH —
11,7 nr/mn (mopma — 14,7-69, nr/mim), kaab-
it 3arampauii — 1,64 mMmoub/n (Hopma — 2,15-

Puc. 1. lMauieHTKa A.
Fig. 1. Patient A.

2,6 mMmomib/n), Kasbliil ionizoBanuii — 0,87
MmoJib/a1 (Hopma — 1,16-1,32 mmoun/i). 11i mabo-
paropHi gani OGyJu OTpUMaHi Ha TJIi TPUIHMaHHS
1000 mr kapboHaty Kajblliio B kombiHamii 3 400
MO eprokanbimdepoay (2 tabaerku Kambiiii /13
Hikomen).

Ha mepmiomy BisuTi y KBiTHI namientii GyJia
Mpu3HaueHa TigpokcuabHa ¢dopma Bitaminy /13
(xasprmrpion 0,5 Mxr) 1 pas Ha 100y Ta Mpu3Haye-
HUI KOHTPOJIb PiBHIB Kasbllifo 3a 2 TvkHi. [1ix yac
JIPYTOro Bi3UTY MalliEHTKA BiIMITHJIA TTOKpAIlleHHI
CaMOIIOYYTTH Ta 3MEHIIIEHHS MMapecTe3iil, BHOUI Ha-
JIATOMBCS COH BHACJIIOK MOCTabJeHHsT Miasriii.
8.05.24 poky: kaublItiit 3arambauii — 2,09 MMOJIb/J1
(nopma 2,15-2,6 MMoJIb/J1), KaJibIlill iOHI30BaHUTT —
0,93 mmoub/n (Hopma 0,99-1,37 Mmmoutb /1), TOOTO
piBeHb KaJIbIliIo BCe 1€ 3aJUIIAEThCI 3HUAKEHUM.
PexomennoBane mifIBUIIEHHS 03U KaJIBIUTPIONY
110 1 MKr Ha 100Y.

3.07.24 poky piBeHb 3araJIbHOTO KaJIbBITIO TOCST
HOpMU — 2,34 MMOJIb/J1 (HOpMa 2,15-2,5 MMOJIb /1),
npote 21.08.24 poxy 3uusuBcs 10 2,14 mMmoJib/7n
(piBenb ionizoBanoi popmu — 1,14 mmosin /). o3y
KaJIbIUTPioy OyJI0 PEeKOMEHI0BAHO 30iIbIIMTH
110 1,25 MKr/m006y, ajie yepes BiACyTHICTD TabJIeTOK
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aJIeKBaTHOTO JI03YBaHHs BifOyI0Cs 301IbIIEHHS
10 1,5 Mrr/no6y. 02.09.24 poky piBeHb 3araJbHOTO
KaJIbI1i10 301/IBITUBCS BUIIE HOPMHU J10 2,79 MMOJTb /JT
(piBenb iomizoBanoi dopmu — m0 1,5 MMOJIB/ 7).
31.01.25 poxy TOuYHilIe K03yBaHHST KaJbIIUTPIOTY
1,25 MKr/mo0y 1aji0 MOKJIMBICTb HOPMaJi3yBaTh
piBeHb 3arajgbHOTO Kauibliifo: 2,19 Mmosb/a (HopMa
2,15-2,55 mmouib/ 1) (puc. 2).

(98]

o
n

(%)

© 1.64

© 0.87 T8

PiBeHb KabLlist, MMOJIB/II
Calcium level, mmol/L

0 E2SE. WEy 058 1 155" S [ TR 7 )

Jlo3a KalbIHTPIONa, MKT/ 100y
Calcitriol dose. pg/day

Puc. 2. PiBHi 3aranbHoro (BepxHa naHesb) Ta ioHi30BaHOTO (HMXKHA Na-
Henb) Kanblilo CMpOBATKM KPOBI Y MauieHTa A 3anexHo Big [060BOT
L0311 KanbUnTpiony.

Fig. 2. Total (top panel) and ionized (low panel) serum calcium levels
in patient A depending on the daily dose of calcitriol.

CuMnTOMU: TIPOIOBXKEHHS MiaJTil Ta CyIOM,
IIPOTE BijJl MOMEHTY JIIKyBaHHS He OYJI0 HOBTOPHIX
Hama/liB TOHIKO-KJOHIYHUX TEeHepPali30BaHUX CY-
JIOM 13 BTpaToIO cBigoMocTi. Bepyuu 10 yBaru 30e-
PEKEHHS JIeSIKUX CUMITTOMIB (C1a0KicTh, TPEMTiH-
Hs1, IPUCKOPEHE CepieOuTTsI) Ta aHAMHE3 THPEO-
Tokcukosy, 05.12.2024 poky pisennb TTI cranoBus
0,186 MkMO /M (1opma 0,27—4,20 M MO /M), a
piBenb antutisiia 10 perenropa TTT — 3,51 MO/x
(aopma <3,1 MO/x).

KoncraToBaHo TATIUIT TUPEOTOKCUKO3 B MEXKAX
xBopobu IpeiiBca, MOHOBJIEHO JIiIKYyBaHHS TiaMa30-
Jom (trposoar) 20 mr Ha 100y. 31.01.2025 poky Ha
TJI1 M ATPUMYBaIbHOI 1031 Tiama3zouy (5 Mr/100y):
piBeHb BisibHOTO TUpPOKcUHY — 1,02 Hr/mn (HopMa
0,92—-1,68 ur/nn); piseab TTI — 2,0 MkMO/ma
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(nopma 0,27-4,2 MM O /mir). CuMIITOMYU 3MEHIITN-
JIUCSI, ajie He 3HUKJIU.

TakuM umHOM, Ha JaHUI Yac eHTOKPUHOJIOTIY-
HUMHM giarHos3amMu sayuiiaiorbesd E20.8 «Ixmmin
rinomapatupeo3» Ta E05.0 «XBopoba IpeiiBcar.
bispm Tounoto knacudikariero I'TIT 3a MKX-10
y 1bomy Butaaky moske Oyt D82.1 «Cunapom Jli
JsKopmxis.

Pazom i3 tim, miksigaris 'K ta Tupeorokcu-
KO3y Ipu3Beja JI0 IPUIIMHEHHS BEeJIUKUX IIPU-
CTYIIIB CY/IOM i3 BTPATOIO CBiJIOMOCTI, ajie 3Ha4YHa
KIJIbKICTb CHMIITOMIB 3a/IMIIA€ThCs. BpaxoByoun
KJIHIYHI JlaHi Ta Pe3yJbraTv TeHeTUYHOTO J10CJi-
JUKEHHS, HEBPOIIATOJIOT BCTAaHOBUB aiarHo3: Q85.0
Heiipodibpomaros II tumy 3i mBaHHOMATO30M,
PO3BUTKOM KOMILIEKCHOTO PETIOHAPHOTO HGOJIBOBO-
r0 CHHIPOMY, HEBpO30moaiOHuii craH. JIikyBaHHs
3anIaeTbed cumnromatnynuM. Herpusane 3a-
CTOCYBaHHS TaballeHTUHY He JaI0 TIOKPAIleHHs Ta
6yJI0 IPU3YITHHEHE.

Kiiniyuwnii Bunagox Ne2

[Mamient bB., 9ooBik 55 POKiB, KuTeNb YKpai-
HU, €BPOIIEOI]], BIlepilie KOHCYJLTOBAHUN Y TI0JIi-
kuinini /1Y «IHCTUTYT eHIOKPUHOJIOTIT Ta 0OMiHYy
peuoBuH im. B.II. Komicapenka HAMH VYkpaiau»
13.11.2019 poky. CumnToMu: CyIOMHI HIPUCTYIIN
3 BTPaTOo0 CBigOMOCTI, 110 BinbyBatoThest 3 2016
pOKy npubs3Ho 4 pasu Ha pik. Y 2019 poui Bu-
sIBJICHI 3HUIKEHHS PiBHIB 3arajbHOrO Ta i0Hi30Ba-
Horo Kajbiio g0 1,4 mmons/n (1) i 0,7 mmosb/n
BIIMIOBIZTHO Ta MiABUINEHHS PiBHA (ocdopy 10
1,83 mmoub /1 (opma 0.8-1,45 MMOJTB/T), @ TAKOK
3HWKEHHS PiBHS MapaTUPeoiIHOrO TOPMOHY 32 Jla-
HUMHU 2-X pisHux Jgabopatopiit: 9,1 nr/mi (Hopma
15-65 nir/mur) i 5,5 nir/mut (nopma 18,5-88 ir/mur).

[MikaBuM € Te, IO Ti/T 9ac OTJSAY O3HAK XBOC-
Teka Ta Tpycco BusiBjieHo He Oyso. Takoxk He BuU-
SBJIEHO O3HAK cepleBUX Bajl Ta (alliaJbHOTO JHC-
Mopdismy. Ha yac koHcymbTallii mposoBKyBaIocs
JIKyBaHHS <elliJiercii» 3a J0IoMOrowo Kapbama-
serniny 100 Mr 1o/eHHO Ta IpUiiMaHHsa KapOoHa-
Ty KasbIiiio 500 mr 3 eprokanbiiudeposom 10 MKr
(«ocTeokop» 2 Karcysn) 6e3 3MEHIIEHHs] YaCTOTH
MIPUCTYIIIB YW HOPMAaJTi3allil PiBHS KaJIbIIifO.

Bceranosnenuii piarnos: E 20.0 Ixionatnanuii
I'TIT Ta nmpusHaveHe JiKyBaHHS MperiapaTaMmu Tifl-
POKCHITBOBAHOTO BiTaminy /J[3: asbgaraibiumos
nounHaoun 3 1 MKr Ha 700y abo KaJbIUTPios 3
0,5 Mkr Ha 100y B MOEAHAHHI 3 IUTPATOM Kallb-
1ito (3 tabserku a6o 600 Mr aTOMapHOTO KaJbIlilo
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Ha 100y ). [Ipuiimants kapbamaseriHy CKacoOBaHO.
Bxe 10.01.2020 poky mHa TJi TpUMaHHS 2 MKT
amb(aKadbIU0Ny Ta KaJIBIIUTPIONIY TIOBIIOMUB
npo ToKpamieHHss — He Oyiao cumntomiB 'K Tta
BTPAT CBIZIOMOCTI, TPOTE OCSTHYTH HOPMOKAJIBITi-
€Mil B/IaJIocs JIUIIIE TiCJd Mepexoly Ha TMpuilMaH-
HS KaJbIATPIOJNy, MOTOYHA /103a SIKOTO CTAHOBUTD
1,75 mxr (puc. 3).

rJ
¥

o115

® 093 0.95

PiBeHb KalbIlisi, MMOJIB/II
Calcium level, mmol/L

07 025 05 075 1 E25 1.8 IS
Jlo3a KanbOHTPioNa, MKT/T0GY
Calcitriol dose. pg/day

Puc. 3. PigHi 3aranbHoro (BepxHa naHenb) Ta iOHI30BAHOMO (HWKHA
naHesNb) KanbLiilo CMPOBATKM KPOBI y NallieHTa A 3aneXHo Bif 1o60Boi
L1031 Kanbymntpiony.

Fig. 3. Total (top panel) and ionized (low panel) serum calcium levels
in patient A depending on the daily dose of calcitriol.

3a Maiike 5 OCTaHHIX POKIB CIIOCTEPEKEHHS
B maifieHta He OyJIO JKOJHOTO MPHUCTYIy 3 BTpa-
TOIO0 cBiomocTi uu cyzgomamu. Ilomyku npuynnm
HXTTIT y narienTta moku 1o He 3aBepllieHi: 03HaK
aBTOIMYHHOT'O TOJITJIAHYISIPHOTO cUHpomy 1 TH-
my, 110 Moske 6ytu npuunnoo I'TIT ta T'K [14] ne
BUsABJIEHO. Takoxk He BUsABJEHO i mesernii D22S75
(periony /li Isxopmxn) merogom FISH. TIposoau-
i nonyk DGS iHmmMMy MeTozilaMu He cTajiu, Bpa-
XOBYIOUHM BiJICYTHICTh THITUX HOTO 03HAK, TAKUX 5K
Kap/iomnaris ta damianbuuii gucmopdism. Pentre-
Hostoriuno (MCKT y 2024 p.) B mapenximi 060X Jie-
reHb BUSBJICHI HeBEJIMKI (710 7 MM) COJII/IHI BY3JI0Bi
yTBOpeHHs. Ha 1ieit yac mponoBkyeThes crioctepe-
JKEHHS 1110710 JIarHOCTUKU MOJKJINBOTIO CapKOiZ03y
Jierenb, sikuii Moske 6ytn npuunnoto HXTTIT [15].

Oo6roBopenHst
B 000x KJIiHIYHMX BHUIAAKAX y AOPOCIHUX OCIO
HasIBHUHN TPUBAJIWI aHAMHE3 CUMITTOMIB Ta O3HAK

['TIT (TK npu 3HUKEHH] PiBHS TapaTropMoHy ) 6e3
aHamMHe3y XipypriyHUX ollepalliii Ha opraHax Iiui,
IO /IO3BOJISIE TIOEJHATU Ii BUTIAJKUA B KaTeTropil
HXTTIT. ¥V namienta b. Bugsieno miaBuiieHHsd
piBHS docdopy B cupoBaTili KpPoOBi, MO TAaKOX €
xapaktepuum g [TIT [1]. He 3Baxkaiouu Ha pi3-
ny etiozorito I'TIT (y Bunaaky Nel BiH € cknaanu-
koM DGS, a y Bumazgky Ne2 eTioJiorito 3HMKEHHS
GyHKINT mapamuTonofiHuX 3a103 BCTAHOBUTH
e He Bhajocd, B 00ox Bumaakax I'K Bugsuam i3
3alli3HeHHSAM Ta JiKyBaju HeedeKTHUBHO, TaKOX
IIPOBOAMIN TPUBAJIE He IMOTPiOHe JIKyBaHHS erli-
sencii. Hespaste jikyBaHHs TiniepKaibIiieMii B 000X
BUTIA/IKaX, OYEBUIHO, TIOB'3aHe 3 BUKOPUCTAHHIM
HET1IPOKCUIbOBAaHOTO BiTaminy D3 (eproxasbiiu-
depon), axkuit He cipomoskHU nporuaisitu [TIT.
HaromicTb npusHaueHHs Ta TOCTYTIOBE 301/bIIeH-
Hs 1000Boi 031 KasbiuTpioay [1,25 (OH)2 D3],
aktuBHOI (hopmu Bitaminy D3, mo 1,25 mMxr/moby
(Bumamox Nel) ta 1,75 Mkr/mo0y (Bumamox Ne2)
HOPMaJi3yBajo PiBHI KasbIlito, 3MEHIIUIO CUMII-
TOMU TAIIEHTKU A Ta JIKBijyBaso ix y marienta b
(puc. 21 puc. 3).

36epeKeHHsT YaCTUHU CHMITOMIB Y TAIli€HT-
K A. MOXHA BiTHECTH /10 TIPOSIBIB IIBAHHOMATO-
3y, Ha HasABHICTb SIKOTO BKAa3y€ TEHETWYHE JIOCJIi-
JUKEHHS, 1110 BUSIBUJIO TTATOTEHHWI BapiaHT y TeHi
LZTR1. HeBpoJoriuni mposiBu 1OB’SI3aHOTO 3 Te-
HoM LZTR1 mBaHHOMaTO3y MOXYTh OYTH JOCHUTH
pisHOMaHITHUME Ta BKIoYaT: 1. XpoHidHUI OiJIb:
JacTO TIOB’I3aHWH 31 MTBAHHOMAaMH, 110 TUCHYTH HA
nepudepruni Hepsu. 2. OHiMIHHSA ab0 cl1abKicTh:
I[i CUMITOMM BUHUKAIOTb, KOJU IyXJWHU CTUCKA-
I0Th HEPBHU, BILIMBAIOYM HA PYXOBi abo ceHCOpHi
dynxkiii. 3. /[3BiH y Byxax: MOKe BUHUKHYTH, SIKIIIO
MyXJMHU BPaskaloTh cIyxoBi Hepsu. 4. [IpoGiaemu
3 pIBHOBATrOIO: 3aJI€;KHO BiJ TOTO, /e PO3TaIOBaHi
MyXJINHU, BOHU MOKYTb BIUIMBATH HA BECTUOYJISIP-
HUIl amapart, 10 MPU3BOAUTH /10 3allaMOPOYEHHS
abo HekoopauHOBaHUX pyxiB [16]. Bei 1i cumirto-
MU HAaABHI B HAIICHTKN A.

Hocmimxennsa Ta JiKyBaHHS ITi€l TTaTOJIOTII € Ha-
ITUM TIOTOYHUM 3aBJAHHAM, 715 3[I1HCHEHHS SIKOTO
MU PO3PAXOBYEMO Ha romoMory HeBposoris. [lle
oHi€0 ocobsmBicTIO Bumaaky Nel € moexHaHHS
DGS i3 xBopoboio Ipeiica. ITocinabieHHs: iMyH-
HOI cucTemn depe3 noB'g3any 3 DGS rinomnmasiio
TUMyCa MO’Ke TOSICHIOBAaTH He JIUIIe CXUJIbHICTD
1o iHdexIii, a i gedinuT aeskux CyOTOmy At
T-nimMmbonutis, SKK TaBHO MOB’A3YI0Th i3 PO3BUT-
KoM xBopoOu Ipeiica [17]. [lani AMOHCHKHUX aB-
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TOpIiB cBiyath mpo Te, 1o PD-1-nosutusni CD4+
i CD8+ T-guituan ta T-reg wiituau Moriam OyTh
MTOB’sI3aHi 3 aBTOIMYHITETOM B OITMCAHOTO HUMU TTalli-
enta 3 DGS, yexkmaanennm xBopo6oio Ipeiisca [ 18].

Bucnosknu

1. TinokasibIieMis Bee e HeoCTaTHbO CBOCYACHO
JIarHOCTYEThC, 110 IIPU3BOAUTD 10 XUOHOTO JIi-
KyBaHHSI BiJICYyTHBOI eImijierncii.

2. JlikyBaHHS TiOKaJbITIEMI], 110 BUKJIUKaHA Tillo-
apaTHpeo3oM, MoTpedye 3acTOCYBaHHST aKTUB-
Ho1 hopmu Bitaminy D3.

3. Hexipypriunuii rinomaparupeos moxe OyTH
eJIEeMEeHTOM KOMILJIEKCHOTO TeHEeTHYHOrO CHH-
apomy /Jli JIop/pki, o Moske OyTH [iarHOCTO-
BaHU# B YKpaiHi.

4. 36epekeHHsT YACTUHM  HEBPOJOTIYHMUX  Ta
M SI30BUX CUMIITOMIB ITiCJIsI JIIKBifarii rinokasib-
miemii B marieHTiB i3 cuagapomom /li /[xxopxi
MOKe BKa3yBaTU Ha yPKEHHS KiJIbKOX I'eHiB Ta
oTpeby€ MUPIIOr0 TEHETUYIHOTO OCTJITKEHHSI.
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Cnmcok ckopoyeHb

T'K - rinoxasnbiieMig

I'TIT - rimomapaTupeos

HXTTIT — nexipypriunnii rimonaparupeo3

TTT — TupeoTporHIl TOPMOH

DGS - cunapom i [Ixxopmski (DiGeorge syndrome)

Two Cases of Late-Diagnosed Non-Surgical
Hypoparathyroidism

0.0. Yukhymchuk', Yu.V. Ryabova?, T.O. Kolesnik?,
0.0. Fedash-Kirsanov*, V.A. Makarenko', M.D. Khalangot'*

''State Institution «V.P. Komisarenko Institute of Endocrinology and
Metabolism of the National Academy of Medical Scienses of Ukraine»
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*PL. Shupyk National Healthcare University of Ukraine

Abstract. Hypoparathyroidism is characterized by low parathyroid
hormone levels, low calcium levels, and high phosphate levels in
the blood. The most common cause is neck surgery. Non-surgical
hypoparathyroidism (Ns-HypoPT) can have various causes, includ-
ing genetic ones. The most common genetic cause of Ns-HypoPT
is the loss of the q11 region (22g11) on chromosome 22, which
results in hypoplasia of the parathyroid glands. 22g11 syndrome
is also known as DiGeorge syndrome (DGS). The acronym «CATCH
22» refers to the five clinical manifestations of DGS: Cardiac defects;
Abnormal facies - facial dysmorphia; Thymic hypoplasia; Cleft pal-
ate; Hypocalciemia (HC). Diagnosis of DGS can be complicated due
to the phenotype variation. DGS is suspected in the presence of
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at least one CATCH22 sign, molecular genetic methods confirm or
refute the diagnosis. The publication presents two cases of Ns-
HypoPT in adults who were not diagnosed in a timely manner. In
both cases, HC with a decrease in PTH levels without a surgical his-
tory indicates Ns-HypoPT. Using nucleotide sequence analysis and
deletion/duplication testing of a panel of 2,211 genes in case Ne1,
pathogenic variants were identified in three genes: TBX1 (associated
with autosomal dominant DGS); LZTR1 (associated with autosomal
dominant schwannomatosis and autosomal dominant and autoso-
mal recessive Noonan syndrome); CLCN1 (associated with autoso-
mal dominant and recessive congenital myotonia). Case 1 is char-
acterized by the combination of DGS and Graves' disease. Despite
the different etiology of Ns-HypoPT (in case 1 it is a component of
DGS, and in case 2 the etiology has not yet been established), in
both cases HC was detected late and was treated ineffectively for a
long time. The use of calcitriol [1,25 (OH)2 D3], the active form of vi-
tamin D3, at a dosage of 1.25 pg/day (case 1) and 1.75 pg/day (case
2) increased calcium levels and reduced HC symptoms.

Keywords: non-surgical hypoparathyroidism, CATCH 22, 22q11.2
deletion syndrome, TBX1-related DiGeorge syndrome, LZTR1-re-
lated schwannomatosis, CLCN1-related myotonia, Graves' disease;
Chornobyl.
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