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PEOKOE HACJIEACTBEHHOE 3ABOJIEBAHUE:
NCEBOOTMNMOMNAPATEPUNO3 1A TUTNA B NMPAKTUKE
OETCKOIo sHAOKPUHOIJIOTA

Mcesnorunonapatupeos (M) = 370 peakoe HacneACTBEHHOE 3a00NeBaHNE, XapaKTePU3YIoLLLeecs KIMHMUKO-1abopaTopHbIMM
npu3Hakamu runonapaTipeosa Ha GoHe MoBbILWEHHOro YPoBHS nMapatropmoHa (MTM) B KpoBuM. PacnpocTtpaHeHHocTs MITI
V3y4eHa B OTAeNbHbIX CTpaHax 1 coctasngaeT 1: 100000 — 1:295000.

B 1942 . F. Albright 1 coaTOpbI ONMCaNK rpynny NaLMeHTOB C XapaKTepHbIMM 0CODEHHOCTAMM heHoTUNa (OXMpeHWe, 3aaepx-
Ka pocTa, nyHoobpasHoe NN1Lo, NOAKOXHbIE KaNbUMbUKaTbl, OpaxvaakT1nvs, yMCTBeHHas OTCTanocTb) Ha (oHe HapyLleHus
docchopHo-KanbLMeBoro obMeHa — runokanbuemus, runepdocdatemus. MpudrHon M ABASETCH Pe3NCTEHTHOCTL Nepude-
puyeckux TkaHewn k MNTI B pe3ynbTaTe HapylleHWs MexXaHV3Ma BHYTPUKIIETOYHOW nepefaqn cuMrHana oT akTUBMPOBaHHOMO
peLienTopa K f4py KneTku, obycnoBneHHas, Kak NpaBuno, natonornen a-cybbeanHnubl G-6enka (Gas) nnm gpyrumum Hapy-
LUeHVSMI NOCTPeLLenTOPHON NepefaYn cCUrHana.

leHeTn4eckon ocHosou MMIT1 1a Trna aBnseTcs nHakTMBMpytoLas MyTauma B reHe GNAS maTepurHckoro annens. Cneacrsrem
3TOro ABNAeTC POPMUPOBaHME PeHOTUMNA, OObeAMHEHHOTO B MOHATME HACNeACTBEHHOM ocTeoamcTpotdmn Onbpaita (HOO),
pa3BMBAIOLLENCS NMPK OO0V MHAKTUBMPYIOLLEN MyTaumm B reHe GNAS kak Ha MaTePUHCKOM, Tak U Ha OTLLOBCKOW annene.

B npefcTaBneHHoM CTaTbe ONMcaH PeaKMn KIMHUYECKWI CyYar HacneACcTBeHHOro 3aboneBaHus ncesformnonapareprosa 1a
Tvna (bonesHb OnbpanTta) y AeBOYKM.
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A RARE HEREDITARY DISEASE: PSEUDOHIPOPARATHERIOSIS TYPE 1A IN THE PRACTICE OF A PEDIATRIC
ENDOCRINOLOGIST

Pseudohypoparathyroidism (PGP) is a rare hereditary disease characterized by clinical and laboratory signs of hypoparathy-
roidism against the background of an increased level of parathyroid hormone (PTH) in the blood. The prevalence of GWP has
been studied in individual countries and is = 1: 100000 — 1: 295000.
In 1942, F. Albright et al. we described a group of patients with characteristic features of the phenotype (obesity, growth
retardation, moon-shaped face, subcutaneous calcifications, brachydactyly, mental retardation) against the background of
a violation of phosphorus-calcium metabolism-hypocalcemia, hyperphosphatemia. The cause of PGP is the resistance of
peripheral tissues to PTH, as a result of a violation of the mechanism of intracellular signal transmission from the activated
receptor to the cell nucleus, usually due to pathology of the -subunit of the G-protein (Gas) or other disorders of post-recep-
tor signal transmission.
The genetic basis of type 1a PGP is an inactivating mutation in the GNAS gene of the maternal allele. The consequence of this
is the formation of a phenotype combined in the concept of hereditary Albright osteodystrophy (LEO), which develops with
any inactivating mutation in the GNAS gene on both the maternal and paternal allele.
This article describes a rare clinical case of a hereditary disease of pseudohypoparatheriosis type 1a (Albright’s disease) in a
girl.
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HceBaomnonapaTHpeos (TITTI) — penkoe Hacmen-
CTBEHHOE 3a60JIeBaHUe, XapaKTepH3yIoeecs KIu-
HUKO-IAG0PATOPHBIMK  TIPU3HAKAMH THIIONAPATHPEO3a
Ha QoHe 1OBbIIEHHOr0 ypoBHs naparropmona (ITTT)
B KpoBu. Pacnpocrpanennocts [IT'I] usyuena B orgesnb-
HBIX cTpaHax u coctanrster 1: 100000 — 1 : 295000 [1-4].

WHdopmauusa ana uutnposaHus:

B 1942 romy F. Albright u coaBropnr onucamu
IPYIIy TAIUEHTOB C XapaKTEPHBIMU OCOOEHHOCTSIMIU
(denoruna (oxupenue, 3agepikka pocra, JyHOoOpasHoe
JIMIIO, TIOJIKOKHBIE KasblpUKaThl, OPaXuAaKTUINS,
YMCTBEHHAST OTCTAIOCTh) Ha (hone Hapymenus ¢pocdop-
HO-KAJIbIMEeBOTO OOMeHa — THIOKAJIbIIMEMHUS], THIEP-
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docdaremms. Ilpuunnoit I[ITTI saBasercs pesmcreHT-
HoCcTh Tepudeprmuecknx Traneit k IITI B pesymbrare
HapyIIeHNsT MeXaHu3Ma BHYTPUKJIETOUHOIN Tepeaaun
CHUTHAJTA OT aKTUBUPOBAHHOTO PEIeNTopa K SAPY KJeT-
K11, 06YCJIOBJIEHHAsI, KaK IPABUJIO, TATOJIOTHEN 0-CyOD-
emunuibl G-6enka (Gas) Wi APyruME HapyUICHUAMU
TIOCTPEIeNITOPHOI Tepeayn curHama [5-8].
lenerndeckoit ocuoBoit IITTI 1a Twma sBiseTCS
MHaKTHBHUpYIonas myTtarms B rene GNAS MaTepnucKo-
ro asess. B GoJsbiHCTBe TKaHEN, T/e o-CyObenHn-
uot G-6enka (Gas) skcupeccupyercss GuasIenbHO,
nHakTuBHpYyIonte Mytarmn GNAS e mpuBeayT K 3Ha-
YUTEJNbHON moTepe HYHKIUN W YYBCTBUTETHHOCTD KJle-
tok K IITT coxpanurcs [9-11]. Ho B HeKOTOPHIX TKa-
max 50 % axrtusBHoctz Gas HeZOCTATOYHO, YTOOBI 06e-
CTEYNTh HOPMAIbHYIO (yHKINIO pertenitopa. CiencTsu-
eM 9Toro siisieTcst (popmupoBanue GeHoruma, oobeau-
HEHHOTO B TOHATHE HACJIEJCTBEHHOH OCTEOINCTPO(UN
Ou6patita (HOO), pasusaroeiics mpu mo6oii mHaK-
tTuBHUpyfomieit MyTtannu B reie GNAS kak Ha MaTtepuH-
CKOI1, TaK 1 Ha OTIIOBCKOH asesne. B Tkausax, rae njaer
MonoasiebHas akcupeccuss Gas (comarorpodnr —
KJICTKN mepefHell gomm rumodusa, CeKpPeTHPYIONIne
TOPMOH POCTa; TPOKCUMAJIbHbBIE MOYEUYHbIE KAHAJIBIIDI,
TOHA/bI, MNTOBUAHASA JKeJe3a, NMapaBeHTPHKYJISIPHbBIE
spa THUIOTajaMyca), WUHAKTUBUPYIOIAsA MyTalus
GNAS MaTepHHCKOTO anjiess TpUBEAET K OTCYTCTBHIO
WU CHIDKEHWIO aKTUBHOCTH o-CyObeanHuIipl G-Oeska
(Gas) m, Kak cJaeacTBue, HEBO3MOKHOCTH TIE€peAaun
CUTHAJIA OT aKTUBUPOBAHHBIX PEIENTOPOB B KJIETKY U
pesucteHTHOCTH K jeiictBuio ropmonos JII, TTT,
I'P-PI', IITI. PasBuBaercss ImceBAOTUIONAPATUPEO3,
THTIOTOHA/IN3M, THUTIOTHPEO3, 3a/ep:KKa pocta [12-135].
TakuM 006pa3oM, Pa3BUBAETCS MYJbTUTOPMOHAJIb-
Hasg pEe3NCTEHTHOCTb U QopMupoBaHue ¢GeHOoTHIIA
HacJe/IcTBeHHON octeopnctpodun Ounbpaiira.

MATEPWUAJIbI U METObI

[esouka II., 2009 roga posxaenus, HabJIIOAATONA-
SICST ¢ PaHHETo BO3pacTa B JAeTCKON moJnkananke TAY 3
Kys6acckas knmunndeckas 6oapnuiia mM. C.B. Bessesa.

PE3YJIbTATbI N1 ObCY>XXAEHUE

PeGenox ot mepBoil 6epemerHocTH. bepeMeHHOCTDH
mporekasa Ha (hOHE OCIOKHEHHOTO TEYEHUS MepPHHa-
TaabHOTO mepunoga (rpunm B mepBol mososune Gepe-
MEHHOCTH, TIPEIKJAMIICHSI BO BTOPOIl moJioBuHe Gepe-
MEHHOCTH, TeCTAllMOHHAsl aHEeMUs, XPOHUUYECKAas
(eTomTanenTapHas HeJOCTATOYHOCTH). MaMa HOCHTETb
IIMB, BIII. Poxgpr B 38 Hemeab, CaMOCTOSITE/IbHBIE.
Bec mpu poxaenmn 3770 T, poct 51 cM, Macco-pocTo-
Boil Koapduitment 73,9 %, oneHka 1O mIKajge Amrap
7/7 6amnos.

B Bospacre 1,5 MecsiiieB BbISIBJIEH MTEPBUYHDIIN THITO-
Tpeo3 (KIMHUYECKM HPOJOHTHPOBAHHAsS JKEITyXa,
Hapactaiomuii Bec, TTT 12,5 mMxMe/Ma (Hopma
0,5-6,7 mMxMe/mn), T4cs. 11,5 nxmoan/n (HopMa
9,4-30,0 nxmoan,/1). Hasnauena 3aMecTHTETbHAS Tepa-
nust L-tupokcunoM. /[o To/la perncTpupoBaIOCh OTCTa-
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BaHHE IICHXOMOTOPHOTO passButusi. Habmomanrach
apaJielbHO Y HEBPOJIOTa ¢ IuarHo3oM «IlepuHaraibnoe
nopakerne ITHC cMenanHoro renesa, 3ajiepskKa Mcu-
XOMOTOPHOTO pasButusi». [loydana KypcaMi HOOTPOTI-
HYI0 Tepanuio. B [OMKOJbHOM BO3pacTe AUarto3 ObLT
epecMOTpeH B «Pe3uIyaibHO-OpraHNYecKoe Mopaske-
nue ITHC, sMommoHa/JbHO-BOJIEBbIE U IIOBEACHYECKIE
HapyIIeHusi». BblIa KOHCYIbTHPOBAHA TEHETUKOM, TIPO-
BejeHo Kapuorunuposatue (kapuorun 46XX).

Dusnuveckoe pa3BUTHE CpeHeEe, HO AUCTapMOHIY-
HOE, OTMeYaeTcst IPOrpeccupyionias N30bITOUHAS Macca
¢ MJIQJIEHYecKOoTo Bo3pacta. K 2,5 TomaM y JeBOYKM
UMT = 25 kr/M2 ¢ dopmupoBanuem Buciepo-aba0-
MuHAIBHON (popMbl oxnpenns 11 cremenm.

3a6oseBanue ManndecTupoBaio B Bozpacre 6 et —
MOSIBUJIACH TIPUCTYTIBI CITACTHYECKUX CYIOPOT C Kpar-
KOBpPEMEHHOI ToTepeill co3Hanusg. bbura akcTpeHHO
TOCTIUTATN3UPOBAHA B MICUXOHEBPOJOTUIECKOE OT/IEIe-
Hue ¢ auarHo3oM «PesupyanabHast sHIedaIOTATHS.
Cumnromatnueckass ¢okanphas (1o6Has) smumencus
(BTOPMYHO TEHEPATM30BAHHDIN CyI0POAKHBIA CHHAPOM).
Koruutusubie wnapymenusi. Creprass au3aprpus.
Bposxpenunblil runnorupeoss».

Hasnavena mporuBocypoposkuas tepamnusi. Ilocse
IPOBEIEHHOTO KOMIIJIEKCHOTO 00C/Ie/IOBAHUST BBISIBJIEHO
camxenne obmero kaapuusa 1,54 mmosn,/ 1 (Hopma 2,2-
2,7 MMOJIB/JT), MOHU3UPOBAHHOTO Kaibiuss o 0,58-
0,88 mmosb (sopma 1,04-1,35 mmouan,/ 1), runepdoc-
daremusa mo 2,4 mmoan (Hopma 1,45-1,78 Mmouab,/ 1),
3HAYNTETHHOE MOBBINIEHNE MAaPATUPEONIHOTO TOPMOHA
J0 556 1r/ma (mopma 16-46 nir/ma). Yposens Mg B
mpenenax pedepencubix 3uavenmit 0,83 MMOIDb/
(nopma 0,6-1,07 mmonn,/n ), 250H Bur I 36,14 ur/
ma (opma 30-100 mr/mur).

JlokymentupoBan IlceBgorunonaparupeos la rurma
(ocreomnerpodusa Onbpaiita). OTMeHEeHa MPOTHBOCY-
JIOPOJKHAST Tepanusi U HazHaueH asb(haKraabingi0JoM
0,3/c u urpar kaubimst 1,0/ c. Tlog6op A03bI THIPOK-
CHUJIMPOBAHHOTO BUTaMuHA [ MTPOBOIMIICS MO MOHU3U-
POBAHHOMY KaJIBI[MIO, Ha Jl03€ adbdaKaJbli10]a
1,5 mkr B genb yposenb Ca wmom 1,2 m/n (1,09-
1,35 M/ ).

VuurbiBasg HacJaeACTBEHHBIH aHaMues (y MaMbl U
6a0yIIKN TUIOTHPEO3, Yy MaMbl THIIOKAJIbIIEMIYECKUIT
CUHIPOM, He o6c/esoBana), ObLIO MPOBEIEHO MOJIEKY-
JsipHo-TeHeTnueckoe uccaepoBanme rena GNAS; B
pesyJsbraTe cekBeHUpoBaHust 10 CaHrepy KOAUPYIOIIeit
MOCJIEIOBATENbHOCTH U 00/IACTH SK30H-MHTPOHHDBIX COe-
nuaennii rera GNAS B 9k3one 10 o6HapysKeH MaTOTeH-
ubit Bapuant ¢.565_568del GACT (p.Asp189Metfs*14)
B IeTEePO3UTOTHOM COCTOSTHUH.

Kaunmueckn y geBoukn B Bodpacte 11 met 3 Mecsra
(Mapr 2021 roga) cpeanee dusnueckoe passutue (Bec
56 kr, poct 143 cm (40 npouentuan), UMT — 26,4 kr/
M2) OT 90 cm, OB 91 cm, OT/OB = 0,94; Al
80/40 MM PT. CT.), TUNEPCTEHUYHOE TENOCJIOKEHUE,
BUCIIEPO-abJOMIHATIBHOE OTJIOKEHIE JKUPOBOIl KIeTUaT-
kn (OT/0OB — 0,9). Tlo0Boe passuTHE AOMYOEPTaTHOE
Tanunep 1. MHOKeCTBEHHbIE MUKPOAHOMAINN PA3BUTHUSI:
KOPOTKasl 1iest, JyHOOGpasHoe JIUIO, JANUCIIA3US CPEJi-
Hell 9acTH, yIUIOIIeHNe TIePEHOChsI, TIPUOTKPBITBIN POT,
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KOPOTKMIT HOC, TUTIOTJIa3us KPbLIbeB Hoca. [umepresno-
pU3M T'PYAHBIX COCKOB. AKPOMUKpHUsSA. DpaxumaxkTuiis
KICTeH M CTOH, OTEYHOCTDL CTOI, MJIOCKOCTOIINE.

KosxHble TOKPOBBI OJieIHbIE, TIOHIKEHHON 3/1aCTHY-
HOCTH, TOHKWE U JIOMKHE HOTTEBble TIACTUHBI, HApy-
IIeHNe TIPUKyca, CKJIOHHOCTb K Kapuecy, HcuepdeH-
HOCTb 3yOHOI dMasi. PeHTreHOIOTHYeCKN OTpe/iesier-
¢sT OKOJIOCYCTAaBHOM OCTEOTIOPO3. YKOpOoUeHue 4-X 1 5-X
MACTHBIX KOCTell 06enx KHUCTell W CTOm U CpejaHeit
damanrn 2-To masblia JEBOH KUCTH, OTCYTCTBHE POCT-
KOBBIX 30H B JIUCTAJIBHBIX (paaHTaX BCEX TATBIEB U B
cpenunx asaHrax 2-X W 5-X MajblleB 00enX KICTeN.
Buenmwit Bus feBouky mpescTaBien na ¢goto 1, 2.

B nporiecce o6cneoBanusi BbISIBJAEHDBI THITOTIA3UST
MUTOBUIHON JKeJsie3bl, HeJJOPA3BUTHE MATKW U SWYHU-
KOB, HapyllleHne JUIHIHOTO O6MeHa C TUIIEPXOJIecTe-
punemumeit (7,1 Mmouab/m), mnosbrmennem XJIHII
(5,25 MMomb/1). OnHAKO Takue OCJOKHEHUS, Kak
occudukarms 6a3adbHbIX FAHIJIMEB, KATapaKTa U MaTo-
JIOTHUST TIOUEK He BBISBIEHDI. Y YUTHIBAS XOPOIIHE TEMIThI

Jesouka 11 neT ¢ pnuarHosom —
rncesgorvnonapatupeos 1a tuna
(ocTreoauctpocusa OnbpanTa).

An 11-year-old girl with a diagnosis of pseudohypoparathyroidism type 1a
(Albright osteodystrophy).

§

pocra Ha (hOHE JedeHHs, NCKI0UYeHA Pe3UCTeHTHOCTD K
COMATOTPOITHOMY TOPMOHY.

3AKJTIOMEHUNE

Jlannblii KIMHUYeCKU IpuMep AeMOHCTPUPYET, U4To
nHakTHBUpYIomasa MyTanus B 10 sk3one rera GNAS B
JTaHHOI ceMbe y /IeBOYKN MPOSIBUIACH B BHJE (PEHOTH-
na OuGpaiita ¢ napyurenneM ($HochOopHO-KAIbIIHEBOTO
oOMeHa M Pe3NCTEHTHOCTBIO K JIEHCTBUIO TAPATTOPMOHA,
TOHA/IOTPOITHBIM TOPMOHAM W THPEOTPOITHOMY TOPMOHY
runodusa ¢ pa3BUTHEM y peGeHKa rUIoTHPeO3a 1 IUIo-
TOHA/IN3MA.

HNudopmanus o punancupoBannu u KoH(IHKTE
HHTEPECOB

WccnepoBanue He UMeJIO CIIOHCOPCKOIL IIOJAEPAKKY.
ABTOPBI JIEKJAPUPYIOT OTCYTCTBHUE SIBHBIX M MOTEH-
IUATBHBIX KOH(MJINKTOB WHTEPECOB, CBS3AHHBIX C
myOIMKaIell HaCTOSIIIEd CTaThu.
®doto 1 ®doto 2
[eBouka 11 net c AnarHosom
lNMcespormnonapartunpeos 1a Tuna
(ocTteopguctpocus On6parirta)
Figure 2
An 11-year-old girl with a diagnosis of
pseudohypoparathyroidism type 1a
(Albright osteodystrophy)

Figure 1
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