g ®rAQY BO Mepsbirt MTMY nm. .M. CeuyeHoBa
N (CeyeHOBCKMN YHNBEPCUTET)
Kadbenpa aHgokpuHonorum Ne1 nevyebHoro dpakynesreta

CEYEHOBCKHUH
YHUBEPCUTET

KauHunyeckuu pasbop




[MaumeHT B., 52 rona

XXanoObl Ha:

Oonu B MbiLLIAX

TPEMOP PYK B MNoKoe

HapyLwleHne akkomoaaumnun, rorioBOKpYXeHue,
OLLYyLLIeHMe noKanbiBaHUA BO BCEM Tere,
3590KOCTb PYK U HOT,

nogeprueaHna B MbilLLAX PYK,

HapyLleHne rnoTaHus,

HapyLUeHne pedn, CINOXXHOCTMN apTUKynAaLnu,
oLlyuieHne "TymaHa" B ronose,

anNn3o4bl TOHNYECKUX Cyaopor B Te4eHne
cHmXeHune Beca Ha 10 kr 3a nonroa.



AHaMHe3

BpoHxunanbHasa
acTma

MNoTeps cosHaHus,
conpoBoXaatoLiasi
Cs1 TOHUKO-
KNOHNYECKNNMI
cygoporamu. B
panbHenwem —
noBTOpPEHNE
NoaoO6HbIX
annsofos 1 pa3 B
3-4 mec.

1973r.

2012r

dakoamynbcudu
Kaums ¢
nMnnaHTaumen
NHTPAOKYNAPHOM
NMH3bI NO
nosoay

>Kanobbl Ha Tpemop
PYK B MOKOE,
oLlyuieHune
nokanbiBaHus BO
BCEM Terne,
HapyLleHne
akkomogaumu,
nogeprBaHnNs MblLLL
PYK 1 HOT, 3596KOCTb
PYK W HOT,
HapyLleHne rnoTaHms

MPT ronosHoro moara:
MP-kapTuHa anddysHbIX
N3MEHEHNIN B 6enom
BeLleCcTBe rofIoBHOIO
mogara. KT -
Kanbumndukaums
6a3asbHbIX raHrnNneB.
Mpuem KeatnanmHa,
AkaTtunHona, mnatununHa —
6e3 ahdekTa.

KarapakTel OU:

$ ¥ ¥ I

2015r.

2016r.

E>xerogHoe npoesenenne MPT ronosebl,
6e3 ocobeHHoCTEN

¥

CeHT4a6pb
2019r.




[1pn ocMmoTpe:

 Bec - 64 «r, pocT - 174 cm, UMT = 21,13 Kkr/m?.

* BbipaxkeHHOE HanpsikeHne MblLlL
KOHeYHocTeW. [lpoxaHne noabopoaka.

« Cnmntombl XBOCTeKa, Tpycco, Beuca
oTpuLUaTenbHbIE.

« Al Ha neBown pyke 110/70 mm pT. cT. PS= 60
yAd. B MUH, PUTMUYHBIW.

 LnToBNOHasa xenesa He yBennyeHa, MArko-
9racTUYECKON KOHCUCTEHL MW, NanbnmpyeTcs
y3noBoe obpasoBaHue B NpaBow Jore.



AHaMHes3

15.09.19:
o [1TI 0,31 nmonw/n (1,17-7,63)
« Kanbuum obwy. 1,27 mmone/n (2,08-2,65)

« Kanbuun noHnsnpoBaHHbIN 0,56 MMOnb/1
(1,05-1,3)

» ®ocdop 3,2 mmonsb (0,78-1,65)
* Butamuu [ 46,2 Hr/mn (30-60)
 UlenoyHaa docdarasa 191,9 Ea/n (90-360)

« CyTo4Has akckpeunsa kanbumsa 0,96 Mmonb/cyT.
(2,5-7,5)
* MarHumn 0,6 mmonbs/n (0,66-1,07)




Ca obL, MMOosb/n
Ca ?*, Mmmonb/n
[1TT, nmonb/n

Ph, mmonb/n
25(OH)D, Hr/mn
LLID, EL/n

CyTo4Hasi aKCKpeuus Kanbuus,
MMOJIb/CYT

Mg, Mmonb/n

1,27
0,56
0,31
3,2

46,2
191

0,96

0,6

2,08-2,65
1,05-1,3
1,17-7,63
0,78-1,65
30-60
90-360
2,5-7,5

0,66-1,07



Perynauna obmeHa KanbLus
OCHOBHbI€ Y4aCTHUKM

|Ca ctumynupyet cekpeuuro MTIr

[MTT akTMBUPYET OCTEOKNACTbI, KOTOPLIE B
CBOIO o4epenb yBennymsatoT pes3opobLmio
KocTu 1 Bbixod Ca B KpoBb

[TI yBenn4nBaeT CUHTE3 aKTUBHON (POPMbI
ButamuHa D n peabcopbuuio Ca B no4vkax

ButamuH D yBenuumusaet peabcopbuuto Ca
B TOHKOM KULLEYHUKE

T Ca nopasnsieT cekpeuuto MTI

CTUMYNUpPYeT CEKPELNIO KanbLUMTOHNHA

—  CHmxaeT peabcopbumto Kanbuusi B NovKax

- [MogaBnseT paspyLueHne KocTu
ocTeoKlactamu

- Ol'paHVI‘-H/IBaeT BCacCblBaHNe KalbLUsA B
KULLEeYHnKe

N =

oa ~ W



N pedepeHc

Ca

[NapaHeonnacTn4yeckas
rmnepKanbuemMms

[Mnonapatnpeos

l [MepBUYHbIN
| | rmnepnapaTtnpeos

BTopunyHbIN
rmnepnapaTnpeos

[MceBpoornnonapatnpeos

>

N pedepeHc

nir



[Mpu4nHbI rIMNoKanbUyueMnn
(L Ca+ | INTI)

[locheonepaunoHHbIN TMNonapaTnMpeos
AYTOMMYHHbIV TMnonapaTnpeos

[ eHeTU4YeCKnn N30INPOBaAHHBLIN
rmnonaparmpeos

[ eHeTn4Yyecknn cnHapomManbHbIN
rmnonapaTtupeos

[TpnobpeTeHHbIN rmnonapaTtnepos



CaSR

HopMasibHbIN YpoBeHb Ca

AKTUBMpYOLLAsa MyTauus

NMmuTtauusa nsbbitka Ca

J ATE

|
| Ca



NocneonepaunoHHbIN r<MNOoNapaTnpeos

Xupyprunyeckoe re4yeHue (tnpeouaakromusa , T3,
apyrue xmpypruyeckme BMeLlaTenbcTea B obnactu
LLIen)

NocneonepayuoHHasa rmnoKanbuueMus
TpaHanTopHbIn rmnol 1T XPOHNYECKNN TN
< 6 Mec4dLEeB > 6 MecsdLeB

2-10% of patients submitted to total thyroidectomy (often associated with
central/lateral lymph node dissection) would develop chronic HypoPT



[Mnokanbumnemuns | Ca + | PTH

AyTONMMYHHbIV rnunol 1T

*AyTOMMMYHHbIN MONNINAaHAYNAPHbLIN cnHApoM 1 Tuna
*AYyTOVIMMYHHbIN MONNIMaHOYNAPHbLIN CUHAPOM 3 TUna
*AyTOVMMYHHbIN MONNIMAHAYNAPHbLIN CUHAPOM 4 Tuna



Postsurgical hypoPT
Autoimmune hypoPT
3onnpoBaHHbIN reHeTudeckut rmnollT

* AYTOCOMHO JOMUHAHTHAA rmnokasnbLnemMumnsi ¢
runokanounypuen 1 Tuna (HYPOC1-ADH1)

* AYTOCOMHO JOMWHAHTHAasA rmnokanbLUuemMunsi ¢
runokansumnypuen 2 Tuna(HYPOC2-ADH2)

« CemenHbI n3onuposBaHHbIn rmnol 1T (ayToCoOMHbIN, X-
CUEeNNEHHbIN)

Genetic syndromic hypoPT
Acquired, nongenetic hypoPT



CaSR

HopMasibHbIN YpoBeHb Ca

AKTUBMpYOLLAsa MyTauus

NMmuTtauusa nsbbitka Ca

J ATE

|
| Ca



CaSR

Normal Ca level

Gain-of-function mutation

l

Mimics an excess of Ca

l

| PTH

V

| Ca



Genetic syndromic hypoPT
« CuHgpom Lun-L>xopoxa (rnyxoTa, rmnonapaTtnpeos,
ancnnasnst NoOYeK)
« CuHpgpombl KeHen-Kaden n CaHbsap-Cakatn)

(rMnonapaTnpeos, HN3KOPOCOCTb, N OTCPOYEHHOE
pasBuTUNe

» lethbekTbl B MUTOXOHAPUanbHbix JHK (MELAS-
cuHgpom, MTPDS, KepHc-Capse)

* CnHppom CHARGE



[TpnobpeTEHHbIN, HEreHETUYECKA rnnollT
* HapyLueHune ypoBHa Mg

* MHUNIETPaTUBHbIE 3abonesaHns (rpaHynemMmaTos,
reMoxXpomMaros, Heonnasun)

« O6ny4yeHne obnacTu Lewn



Korga Hy>XHO nogymaTthb O
reHeTn4yeckm obycrnoBeHHOM

rmnonapaTunpeose?
¢ OTS'-II'OLLI,eHHaFI HACJ1e4CTBEHHOCTb

 Monogowu Bo3pacTt



nplll‘-II/IHbl r’mnokKaJibumemMmumn

| Ca+ | OTr

'Mnonapatupeos

* [NoBpexpgeHne OLLDK

* Xnpyprum4veckoe
BMeLLaTeNIbCTBO

* AyTOMMMYHHOE nopakeHne

* CHuxeHne pyHkunm OLLK

» HeoHaTanbHas
rmnoKanbLUemMumsi

* MyTaunn Kansumi
YYBCTBUTENbHbIX PELIENTOPOB

* | Mg

* AreHe3snst OLLDK

* Cnugpom Ou-Lxopoxa
(ryxoTa, rmnonapaTtnpeos,
ancnnasusi noYex)

» CuHgpoMbl KeHen-Kaden n
CaHbsap-Cakatw)
(rmnonapaTtnpeos,
HU3KOPOCNOCTb, N OTCPOYEHHOE
passuTtne

» llehekTbl B MUTOXOHOPUANBHbIX
AHK (MELAS-cuHgpom, MTPDS,
KepHc-Capse)
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10
11
12
13
14
15

Anb0ymMuH
Kanun

Kanbuuin obwmn

Kanbuumn MOHM3NPOBaHHLIN

Kanbunn
CKOPPEKTUPOBaHHbIN

KpeaTnHuH
nnen

nnAM

JINOHIM
MarHun
Hatpun
Tpurnuuepunabl
doccop
XornecTtepuH

Lleno4vHas pocdaTasa

46,4
4.4
1,25
0,64
1,2

102,51
0,8
1,72
0,81
0,73
147
1,78
3,07
3,33
228

32-48
3,5-5,5
2,08-2,65
1,15-1,35

44-115
>1,56
<4,2
0,19-0,77
0,65-1,05
132-150
0,41-1,7
0,78-1,65
3,2-5,6
70-360

JlTabopaTopHblie AaHHble MPU NOCTYNJIEHUMN:

HaunmeHoBaHue Pe3ynbrar PecdepeHCHbIN
UHTepBarn

MMOSb/N
MMOJb/I
MMOb/I

MMOSb/N

MKMOJSb/1
MMO-b/I
MMOJb/I
MMOJb/N
MMOIb/I
MMOIb/I
MMOJb/N
MMO~b/I
MMOSb/I

en/n



Y3UN wmtToBMOHOM Xene3bl:

LU,VITOBVI,D,HaFI Xeneaa pacnoroxeHa B TunM4HOM MecTe. KOHTypr POBHbIE. I'IapeHXMM.a oaHopoaHa, cpe,u,HeVl
OXOreHHOCTM!.

MpaBas gong - 1,6x1,8x5,1 cm

JleBasi ponda - 2,1x1,7x4,2 cm

Mepeleek - 0,3 cm

O6wwnin obbem xenesbl - 14,2 mn (Hopma Ao 18 mn).
Y3anbi:

1) B cpegHen TpeTn npaBomn 40N - CONUOHBIN y3eN CHUXEHHOW 3XOreHHOCTN, 0BOMAHOM hOPMbI, C POBHBIMW KOHTYpaMu,
C WHTEPHCUBHbLIM NepugeprnyeckMm KpoBoToKoM, 0,5x0,7X0,6 CM (4 kaTeropust obpasoBaHui Mo Knaccudmkauum
EU-TIRADS).

2) B HWKHen TpeTn npaBon 05U - CONUAHLIN y3en cpefHen 3XOreHHOCTN, OBOMOHOM (OOPMbI, C POBHLIMW KOHTYpaMu,
nepudepunyeckmm KpoBOTOKOM, 0,5x0,7x0,9 cM (3 KaTeropmsa obpasoBaHuii No knaccudukaumm EU-TIRADS).

NumdaTtnueckme y3nbl GOKOBbIX 1 LEHTPanbHOM rpynmn Wen CTPYKTYPHO HE N3MEHEHbI U HE YBEINUYEHbI.
OKOMnoLWNTOBMAHBIE Xene3bl B TUMUYHbIX Y JOCTYMHbIX BU3yanu3aumn Mectax BO3MOXHOW 3KTOMUU He ONpeaensioTcs.
3akntoueHue: Y3 npu3Hakm MHOroy3noBoro 306a.



KnmHnyecknm auarHos

anonaTtmnyecku runonapaTtmpeons.
CuHpgpom Papa. MHoroysnosowu
ayTMpeouaHbin 300 | cT. ducnunmnoemus.



JledeHue ?



MexaHuam pencrteuga NTIr

X

mZS(OH)D * 1,25(0CH)2D

| MeTabonnama KOCTHOWN TKaHW | peabcopbumnsa kanbuus
TMIOKT | peabcopbumsa marHus | BCacbIBaHNs KanbLys
| BBICBOBOXAEHUSA KabLWS 1 peabcopbums hocdaTos | BcacbiBaHus chocaTos



JleyeHune ocTpoun runoKanbLUnemMmnmn

* Llene:

oTcyTCcTBME CMMIMNTOMOB, OOCTUXXEHNE HN3KO

HOPMaJiIbHOIo YPOBHA KaJlbLUA

— [nokoHaT Kanbuma 10% (oTkazaTtbCcsa OT UMoNb30oBaHUA Xropuaa
Kanbums)

Hacbiwatowas gosa: 1-2 r rmiokoHarta kansums (90-180 mr

anemeHTapHoro Kanbuus) + 50 mn pacteopa 5% rnoKo3bl B/B B TEHEHNE
10-20 MUHYT

[Moonep»xaHne agekBaTHOro yposHsa: 10% rntokoHaTt Kanbums (90 mr
Ca/10 mn)

BeepneHne pacteopa rmiokoHaTa Kanobums (1 mr/mn) 50-100 mn
eXxevyacHo, 15 OOCTUXKEHNA U Noanep XaHus Kasbuns Ha HUKHEN
rpaHuubl pedepeHcHoro gnanasoHallpurotoBnenue pactesopa 1 mr/mn:
10% pacTtBop rmokaHaTta kansums 100 mn (10 amnyn) + 1000 mn 9% p-
pa NaCl/5% p-pa rnoKo3bl.

Kak npasuno, Tpebyetca 0,5-1,5 Mr/Kr aneMeHTapHOro Kanbums B 4ac
Koppekumnsa kanbuma O koppekunn aumaosa
KoppeKkumnsa ypoBHS MarHma (Npu coxpaHeHHon doyHKumm TT)

— KoHTponb IKI



JlabopaTopHble AaHHble NPU BbINMNCKe

HanmeHoBaHue PesynbraTt PecdepeHcHbIn
MHTepBan

Kanbuuin o6 1,57 MMOJSb/N 2,08-2,65
2 Kanbunin NoHn3npoBaHHbIN 0,82 MMONb/N 1,15-1,35
3 docop 2,09 MMOSb/N 0,78-1,65
4 Maruxuin 0,78 MMONb/N 0,65-1,05
5 AnbbyMuH 41,7 r/n 32-48
6 MapatropmoH <0,3 nMonb/n 1,3-6,8
7 KanbunTOHUH 0,9 nMonb/n 0-5,3



PekoMmeHOauunm:

« Kanbuun 13 Hukome (Kanbumsa kapboHar
+ Konekanbuugeporn) 500 mr/200ME 2
Tabn X 3 pasa B AeHb nocre eabl

 Anbdall3-Tesa (Anbdakanbunanon) 1 MKr
X 2 pa3a B geHb (YTPOM, Be4epoMm)

 MarHenuc B6 2 Tabn Bo BpeMsi 3aBTpaka,
0b0efa, y>KmHa — B TedeHune 1 mecsaua.



lMnonapartunpeos
ne4yeHue

e AKTUBHbIEe MeTabonuTtbl BUTamvHa D
* [IpenapaTbl KanbLuS

e PekombuHaHTHbIN [TTT

— [1TT (1-34) — He 3aperncTpunpoBaH 1S JiIe4EHUS
rmnonaparmpeosa

— MTT (1-84)
» KpnokoHcepaaums knetok OLLDK



JleyeHne XpoHN4YEeCKOro
rmnonaparnpeosa
npenapartbl KanbLus

« [lpenapaTtbl Kanbuus

« KapboHat
— 40 % anemeHTapHOro Kanbums
— TpebyeTca congHasa Kucnota

* LnTtpart
— 21 % anemMeHTapHOro Kanbuus
— He Tpebyetca consgHaga Kucnorta
— PeXXe BbI3blBaA€ET 3anopbl
— Bblcokasa ctonmocTb

« CyTo4Has gosa 1000-3000 mr B geHb, pasgeneHHasi Ha 2-4
npuema (nHorga 6onblie, HO ...

 Heobxoaommo NpoBepATL cCoaep KaHmne afieMeHTaAPHOro
Kanbuusa B aHHOTauuu K npenapary Bilezekian JF et al, 2016



JleyeHne XpoHN4YEeCKOro

rmnonapatnpeosa
npenapartbl BUtammHa D

3auem?

« Ob6ecne4ymnBaeT abcopbunto KanbLnUs B KULLEYHUKE,
Y4aCTBYET B PEMOAENNPOBAHNN KOCTHOW TKaHW

* HO: nipun nepeno3vpoBKe rpuBOAAT K MOBbILLIEHUIO YPOBHS
gocopa, yBe/IMHEHNIO IKCKPeLUnN KaslbLnsi C MOYou

« Kak npaBnio, NPNMEHAOTCA aKTNBHbIE MeTaboNnTbI

— Kanbuutpuon
* [lepuopg nonypacnaga 4-6 yacos, N1K 4Yepes 3-6 4acos
* 0,25-0,5 mKr 2 pasa B AeHb (00 2 MKI B [J€HD)
* Bnuset Ha ypoBeHb Kanbuma Yyepes 1-3 gH4A
— Anbdaknbungon
* 0,5-4 MKr B geHb
* Hayano gencteus yepes 1-3 gHA
» OKOHYaHWne OencTBns Yepes 5-7 OHEN



JleyeHne XpoHN4YecKoro
rmnonapaTtmnpeosa

npenapatbl BUuTamuHa D

Mpenapat O6bIYyHas JO03VpPOBKa Bpemsa Ha4ana | BpemMsi OKOH4YaHUS
pewncteuna (oHw) | aencrtBua (gHN)

Kanbyutpuon 0,25-2,0 MKr oguH/pBa pa3a B

(1,25(0H)2D3) OEHb

Anbakanbumnpon 0,5-4 MKr oguH pa3 B AieHb 1-2 5-7
(1a(OH)D)

Onrngpotaxmucreporn 0,3-1,0 Mr oguH pas B OEHb 4-7 7-21
Butamnn D2 (aprokansuyudepon) unn  25000-200000 ME e>xegHeEBHO 10-14 14-75

BuTamunH D3 (xonekanbundepon)

npenapaTthbl KanbLUys

Kanbuyusa kapb6oHat 1000-2000 mMr B A€Hb,
Kanbuus umtpar pa3aeneHHas Ha 2-4 npuema



OcnoXXHeHns Tepanun
rmnonapaTnpeosa

* YBenmnyeHme go3ssbl rnpenapartoB KaJibUnA C
LEeJIblO AOCTVNXEHNA HOPMAaJIbHOIO yPOB

KaJibLUA KPOBU

* YBENNYEHNE 3KCKPELUN KalbLUusa C MOYOU
* Puck Hepponutnasa, HeppokanbumHo3a
e CHMmKeHne CKO

e YBenn4yeHmne gosbl rnpenaparoBs BNTaMnHa D
* YBennyeHmne abcopbuumn ocopa B KNLLEYHUKE
* [loBbilLeHVE YPOBHA dhocdopa KpoBHr
* YBennyeHne pucka kanbumdnkaumum opraHoB N TKaHEN



OcnoXxHeHus Tepanuu runonapaTmpeosa
nocnencTeBnsa HeaaekKkBaTHOU AO3bl
npenaparoB Kanabuusa n ButammHa D

* CHM)XEHNE YPOBHSA KalbLs
* TeTaHUA

* CHMXeEHNeE rnopora cyaopo>XHOW aKTUBHOCTU
LIHC

* HapylwleHuna putma cepaua

« Kanbunukaums Markux TKkaHewn

« MKB

* [loBegeH4YecKMe N KOrHUTMBHbIE HAPYLLUEHUS




[ MnonapaTtnpeos
nevyeHue

* TnasngHbole gNypeTuKkn



JleyeHune XpoHNYEeCKOro runonapaTtnpeosa
TnasnaHble ANYypPeTUKn

YBenunymsaroT peabcopbumnio Kanbums B aUCTanbHbIX
KaHanbLax HedpoHa

Mo>KeT Ha3Ha4YaTbCsl HEKOTOPbLIM MaumeHTam gns
npenoBpaLleHnNsa rmnepkanbunypun,
HedpoKanbUnHO3a 1 HedbponuTrnasa

CyTto4Haa gosa 25-100 Mr exxegHeBHO (TakXXe MoryT
Ha3Ha4aTbCA TMasngonogobHble Ny pPEeTNKN)

Llenecoobpas3Ho orpaHnyeHmne conm
DD PeKT pa3BmBaeTcs 06bIHHO B TeYeHMe 3-4 OHEN
KOHTPOJIb YPOBHSA Kannsi B KPOBWU

MoTeHumanbHO — XJIopPTaNNaoH



[ MnonapaTtnpeos
nevyeHue

e PekoMmOMHaAHTHBbIN TTT

— [1TI (1-34) — He 3aperncTpupoBaH ans nevyeHusd
rmnonapaTtmpeosa

— [1TI (1-84)
» KpnokoHcepauusa knetok OLLDK



[aHHble NabopaToOpPHbLIX
nccnegoBaHmu ot mapta 2020r:

2-2-2 Tabn
1—1 MKr

Kanbuun 3 Hukomen
Anbda[l3 Tea

anbbymuH
KpeaTUHWUH

Kanbuun obLwuin, Mmonb/n

Kanbunn NMOHN3MPOBaAHHLIN,
MMOnb/N

MarHumn, Mmmonb/n
docdop, Mmonb/n

CyTo4Has akckpeuus
KanbLusa ¢ MOYOMn,
MMOnNb/CyT

CyTo4yHas akckpeums
docdopa ¢ mo4yon,
MMOIb/CYT.

91
1,94

0,85

0,83
2,01

PedepeHCHbIN
MHTEepBan
2,08 — 2,65
1,15-1,35
0,65-1,05
0,78 - 1,65
25-75
12,9 — 40



KoHTpoOnb

 Kanbuun (MOHN3NPOBAHHDBIU NN C
nonpaBKOW Ha YPOBHEDb aJibOyMUHa),
cdocdop, marHmn, KpeaTuHUH KPoBU
KaXxgble 3-6 mecsLeB

°* CYTOYHAA 3KCKpeLus KanbLunusa KaXkable
6-12 mecsueB

* CKPUHWUHI BO3MOXXHbIX ocnoXHeHun (Y3U/KT
noyek, oprtanomockonusa, MCKT, 3KI, 3xo-

KT')



JleyeHne rmnonapaTunpeosa
Llenn

OTCyTCTBVIe CMIMNTOMOB Ir'mnoKasibLimemMmmn

Hn3Ko HopMarsibHbIM YPOBEHb KanbLNSi KPOBU
(2,1-2,3 mmonb/n)

CyToyHas aKCKpeuus KanbLns He npesbillaroLlas
pedEePEHCHbIV AnanasoH

HopmarnbHbIN ypoBEHb dhocdopa KpoBu (MeHee 6
mr/on, 0,8-1,4 mmonb/n))
docopHO-KanbLUWEBbIN NMPOAYKT MeHee 4,4
MMonb2/n2 (55 mr2/on2)

OTcyTcTBUE HehponuTrnasa, HedbpoKanbLMHO3a,
KanbLnuKaun opraH@R,ihTKedhEWocrinol Metab. 2016

Jun;101(6):2313-24. doi: 10.1210/jc.2015-3910.




[lp4mMHbLI rMNonapaTupeosa

Table S1. Causes of Hypoparathyroidism

Inheritance Locus Gene | OMIM Associated Abnormalities
Disorders of Parathyroid Gland Formation'
Chromosome 22q1 1.2 deletion syndrome AD 22q11.21-q1123 | TBX! 188400 | Thymic hypoplasia w/ immune deficiency, conotruncal cardiac defects, cleft palate, dysmorphic
(DiGeorge/ VCFS)* facies, short stature, gastrointestinal issues, thrombocytopenia, cognitive delay, psychiatric
10p13-pl4 disorders, Pathogenctic variants in TBX1 may also cause isolated hypoparathyroidism,’
DiGeorge/VCES Complex 2' NEBL 601362
CHARGE syndrome* AD 8q12.2 CHD? 214800 | Coloboma, heart defects, choanal atresia, poor growth, genital hypoplasia, car
Tq21.11 SEMAZE 608166 | anomalies/deafness

Hypoparathyroidism, deafness, renal AD 10p14 GATAS 146255 | Deafness, renal dysplasia
syndrome (HDR)'
Hypoparathyroidsim-retardation- AR or AD lqd2.3 TBCE 241410 | Growth retardation, developmental delay, microcephaly, microphthalmia, small hands/feet
dysmorphism Medullary stenosis, otic abnormalities
(Sanjad-Sakati syndrome/
Kenny-Caffey Syndrome 1)*
Kenny-Caffey Syndrome 2’ AD 11q12 FAMILIA | 127000
Mitochondrial Discase Vanable

Keams-Sayre" mtDNA 530000 | Encephalopathy, eye disease, heart block

Pearson Marrow-Pancreas syndrome mtDNA 557000 | Anemia, pancreatic dysfunction

MELAS mt IRNA 540000 | Myopathy, encephalopathy, acidosis, stroke

LCHAD" 2p23 MTP 609016 | Hypoglvcemia, hypotonia
Familial isolated hypoparathyroidism"" AR or AD 6p24.2 GOM2 603716

XR Xq26-27 SOX3 307700
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Disorder of Parathyroid Gland Secretion

Neonatal hypoparathyroidism due to
maternal hypercaleemia

Causes early neonatal hypocalcemia; transient

Hypomagnesemia''

Multiple genetic and acquired causes; inhibits PTH secretion and PTH sensitivity

Hypermagnesemia”

Inhibits PTH secretion via activation of the CaSR

candidiasis-cctodermal dystrophy syndrome
(APECED)"

PTH gene mutations'* AR or AD 1pl53 PTH 168450
Autosomal Dominant Hypocalcemia AD Variable degree of severity, hypomagnesemia, hypercalciuria
(activating)
Type 1" 3q13.3.21 CaSR 601198
Type 2" 19p13.3 GNALI 615361
Parathyroid Gland Damage/Destruction
Comphcation of Neck Surgery May be transient
Infiltrative discases/heavy metals Hemochromatosis, Wilson discase, metastases
Autoimmune Hypoparathyroidism Unknown Maybe associated with other autoimmune diseases; possibly HLA-associated'’
Autoimmune polyendocrinopathy- AR 21q223 AIRE 240300 | Adrenal insufficiency, mucocutancous candidiasis, malabsorption, vitiligo, alopecia, hepatitis,

pernicious anemia, hypogonadism, asplenia, numerous autoantibodies ¢, g, interferon-u2,
interferon-o, CaSR, intrinsic factor, 21-hydroxylase, tryptophan hydroxylase, cytokines,”
I Cvarants ¢ mav also cause isolate L y \-.-'“

VCFS - velocardiofacial syndome; AD - autasomal dominant; AR - autosomal recessive; XR - X-linked recessive; CHARGE - Coloboma, Heart defects, choanal Atresia, Retarded growth, Genital hypoplasia, Ear anomalies/deafness; PTH - parathyroid

hormone; CaSR - calcium-sensing receptor; mt - mitoc hondrial; MELAS - Mitochondrial Encephalopathy, Lactic acidosis, and Stroke-like episodes syndrome; LCHAD - Long-chain L-3 hydroxyacyl-CoA dehydogenase deficiency,
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