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CEMEVHAA TUMOKAJIbLIMYPUYECKAA TMNEPKANbLIMEMUSA: ®
poe

NPEACTABJIEHUE KJIINHUYECKOTO C/TYYAA

© A.C. CygHuubiHa*, A.U. JlanyHosa, JI1.A. CynnoToBa

OrbOY BO «TioMeHCKni rocygapCTBEHHbIN MeANLMHCKIIN YHUBepcnuTeT» M3 PO, TiomeHb, Poccna

lMnepKanbuvemMmsa — 3TO CUHAPOM, MOATBEPKAEHHBIA NabopaTOPHO MPY MOBLILWEHUN YPOBHA KanbLMA KPOBU Bbille
2,55 mmonb/n. PAg aBTOpoB yTBEepXKAaeT, UTo Hanbosiee YacTbiMW NPUYMHAMK TUMNEPKanbLMeMMIN ABNAIOTCA 3N10KaYeCTBEH-
Hble HOBOObOPa30BaHKA, NepBUYHBIV Frunepnapatpeos (MITM), HTOKCMKaumA BUTaMMHOM D, XpoHrYeckaa 60ne3Hb noyek
(XBIM). OgHol 13 Hanbonee peaKnUx MPUUNH, KOTOPbIE ClleAyeT yYnTbiBaTb Y NaLMEHTOB C BNepBble ANarHOCTUPOBAHHOW M-
nepkanbLuemMuen, ABAAETCA CUHAPOM CEMEHON rnnokanbunypunyeckon runepkansumemmm (CIT). CIT agnaeTtca reHetTnye-
CKMM @y TOCOMHO-OMWHaHTbIM 3a60neBaHNEM, XapaKTEPU3YIOLLMMCA CHUMKEHHbIM YPOBHEM KanbLYA MOYM 1 NOBbILIEHHbIM
YPOBHEM KanbLUA KPOBY B COYETAHUM C HOPMAJIbHbIM WY NPeBbialoWnM pedepeHcHble 3HaueHna yposHem IMTT. Mpea-
CTaBNEHHbIN CrlyyYall AeMOHCTPUPYET HEOOXOAUMOCTb BbiNoHEHNA auddepeHLnanbHOM AMarHOCTUKM CMHAPOMa runep-
KanbLmemmnn, BaxKHOCTb pacyeTa OTHOLLEHMA MOYEYHOTO KIMpPeHca KanbLUA K KIIMPEHCY KpeaTUHMHA, YTO B HacToALLee Bpe-
MA ABNAETCA CaMbIM JOCTYMHbIM METOLOM Y NMO3BONAET N3bexaTb HEOOOCHOBAHHOIO BbINOIHEHNA NapPaTVPEONAIKTOMUN.

KJTIOYEBBIE CJTOBA: rvinepkanbLyemms; cemeinHan runoKanbLMypuyeckas runepKanbLemms; rmnepnapaTtnpeos; KMHUYeCKni Cydai.

FAMILIAL HYPOCALCIURIC HYPERCALCIEMIA: CLINICAL CASE REPORT

© Anna S. Sudnitsyna¥, Anastasia |. Lyapunova, Liudmila A. Suplotova

Tyumen state medical university, Tyumen, Russia

Hypercalcemia is a laboratory-confirmed syndrome with an increase in blood calcium levels above 2.55 mmol/I. A number
of authors claim that the most common causes of hypercalcemia are malignant neoplasms, primary hyperparathyroidism
(PHPT), vitamin D intoxication, and chronic kidney disease. One of the rarest causes to consider in patients with newly di-
agnosed hypercalcemia is familial hypocalciuric hypercalcemia syndrome (FHH). FHH is a genetic autosomal dominant dis-
order characterized by decreased urinary calcium levels and increased blood calcium levels in combination with normal or
above-reference PTH levels. The presented case demonstrates the need to perform a differential diagnosis of hypercalce-
mia syndrome, the importance of calculating the ratio of renal calcium clearance to creatinine clearance, which is currently

the most accessible method and allows one to avoid unjustified parathyroidectomy.

KEYWORDS: hypercalcemia; familial hypocalciuric hypercalcemia; hyperparathyroidism; case report.

AKTYAJIbHOCTb

[MnepKanbumMemma — 3TO CMHAPOM, NOATBEPXKAEHHbIN
nabopaTopHO MNPV MOBBILEHNM YPOBHA KanbLUs KpPOBU
Bbiwe 2,55 mmonb/n [1]. B HacToAwee BpeMA, MO AaHHbIM
CKPVHMHIa YPOBHA KanbLUusA B Tpex permoHax Poccuu, npo-
BegeHHoro OIbY «HMWL sHpokpuHonormn» MuH3gpaBa
Poccun, yactoTta BCTpeyaeMoCTu runepKanbLmMeMmm CoCTaB-
nsaet 6onee 3% cpeayn B3poCsioro Hacenenus [2].

Hanbonee yacTtol NpUYMHON rMnepKanbUneMmnn cpeam
rocrnuTanmn3npoBaHHbIX 60MbHbIX Banu S. 1 coaBT. Bblge-
NAT 3/10KaYeCcTBEHHblIE HOBOOOPA30BaHMA, MEPBUYHbIN
runepnapatupeos (MITM), MHTOKCMKauMo BUTamMuUHOM D,
XpOHUYeckyto 6onesHb noyek (XBI1), pacnpocTpaHeHHOCTb
KoTopbIx coctaBnaeT 49, 11, 8 n 5% cooTBeTcTBEHHO [3].
lNpuBegeHHble AaHHble aHanoOrMyHbl pesynbTaTaM paHee
Onyb6/MKOBaHHbIX Hay4yHbIX TPyAoB. B 6GonbWMHCTBE MC-
CNefloBaHNN B KayeCcTBE OCHOBHbIX MPUYMH, MPUBOAALLNX
K rmnepkanbumeMnn, aBTopbl OTMEYalOT HaNnyme OHKOMO-
rnueckux sabonesaHuin n MNIMT [4-7]. Y nonasnaoLwWwero Ko-
NnyecTBa NauMeHToB B Poccum rmnepkanbLmMemMmusa gruarHo-

CTUPYETCA OTCPOYEHO,BBMAY TOTO, UTO KasibLINIA He ABNAETCA
ob6A3aTeNibHbIM 06LIeTePaneBTMYECKMM aHANM30M KpPOBMU
[8]. OmHOIM 13 Haubonee peaKknx, HO AOCTAaTOYHO BaXKHbIX
NPUWYKH, KOTOpble CrefyeT yUYnTbiBaTb Y NaLMEHTOB C BbiAB-
NEHHON rnepKanbuneMmen, ABAAETCA CUHAPOM CEMENHON
rmnokanbumnypuyeckon runepkanbumemmn (CIT).

B naHHOM cTaTbe NpefcTaBNeH KINMHUYECKNIA CyYal aAn-
arHoctukm CIT y naymeHTKn C ANUTENIbHOW runepkasbLme-
MUen.

OB30P KJIIMHUYECKOTO CJIYYAA

MNauventka T., 47 net, rocnUTanM3npoBaHa B creyma-
NN3NPOBAHHOE 3HAOKPUHONOrnmyeckoe otgeneHve [BY3
TO «OKB N21» r. TiomeHb ansi anddepeHUManbHOW OnarHo-
CTVIK/ TMnepKanbLmeMmyeckoro cuigpoma. MNpu noctynne-
HUW NauMeHTKa NpeabaABAna »*anobbl Ha 06yt cnabocTb,
nepvoanyeckue TaHywre 60N B MKPOHOXHbBIX MbILILAX,
MOBbILLEHHYIO MOTIIMBOCTb B HOYHOE BPEMS,, CYXOCTb BO PTY.

W3 aHamHe3a 3a60s1e8aHus N3BECTHO, UTO BrepBble OblI0
06Hapy>KeHO MOBbILIEHVE YPOBHA OOLWEro Kanbuua npu
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obcnenoBaHUM NOCNe NepeHeceHHoV HOBOW KOPOHaBMPYC-
HoW nHbeKUnN.

MaumveHTKa camocToATeNIbHO npowa obcnefoBaHKe
1 obpaTmnacb K sSHAOKpMHonory B 2022 r. ¢ pe3ynbratamu:
Kanbumin obwmn — 3,01 mmonb/n (2,15-2,50), napatrop-
MoH (MTF) — 150,5 nr/mn (15-65). Mpwu BbinONHEHUN Y3
okonowmntoBnaHbIX xenes (OWPK) obbemHbIXx obpasoBa-
HUI B npoekunn OLLPK He BbisiBneHo. [poBeaeHa CUMHTU-
rpadus ¢ OOIKT-KT, roe onpepensnucb npusHaku obpa-
30BaHusA npason BepxHen OLLXK (6e3 ykaszaHuA pa3mepos
B MeAVLMHCKOW fOKYMeHTaLmm). [IpOKOHCYNnbTpOBaHa Xu-
pyprom, pekoMeHA0BaHO Xupypruyeckoe neuveHue. B mapte
2023 r. npoBefeHa NapaTMpeonasKTOMUA BEPXHEN U HXK-
Heln OLLXK cnpaBsa. B nocneonepayuoHHOM nepuoge npwu
KOHTPONIbHOM WCCNefOBaHUN Onpefenanncb rvnepkanb-
umemms 2,7 mmonb/n (2,15-2,50) 1 noBbileHHbIE 3HaUEHWsA
NTr — 91 nr/mn (15-65). Mo gaHHBIM MOPHONOrNYECKOro
obcnefoBaHUA KapTMHa COOTBETCTBOBasa Y3/10BOMY 300y,
nepcucTeHUMn BUIOYKOBON xene3bl. B mae 2023 r. Bbinon-
HeHa noBTopHasa cuuHturpadus ¢ OOIKT-KT — npusHakos
ouaroBoli natonorun OLLXK He BbisiBneHo. MNpu ambynatop-
HoMm pgoobcnegoBaHumn: MTI — 10,4 nmonb/n (1,45-10,41),
Kanbunn obwmn — 3,04 mmonb/n (2,15-2,50), 25(0OH)suTa-
MUH D — 18 Hr/mn. B mae 2023 . npoxogwna obcnefoBaHume,
pe3ynbraTbl GUOXVIMUYECKMX M FOPMOHAIbHbIX aHaNn30B
KpOBM npepfcTaBneHbl B Tabnuvue 1. Ha ocHOBaHMM faHHbIX
OBYX3HEPreTMYeCcKom PeHTreHOBCKOM AEeHCUTOMETPUM AaH-
HbIX 3@ OCTEOMOPO3 He MONyYeHO: B MOACHNUYHOM OThene
NMO3BOHOYHMKA MVHepanbHaa MIOTHOCTb — B Mnpefenax
OXmaaemblx NokasaTtenen ana 4aHHOW BO3PacTHOW rpynmnbl
(Z-kputepuin = -1,6SD). B welike 6egpeHHON KOCTU MUHe-
panbHaa NNOTHOCTb — B Npefenax OXKMAaemblix NoKasare-
new AnA AaHHOM BO3pacTHOM rpynnbl (Z-kputepuii =-0,9SD).

B cBA3M C HEBO3MOXHOCTbIO OOHAPYXWTb afEeHOMY
OLLUX BbinonHeHa MIT-KT, 3aknioyeHne: KapTrHa XUpOoCo-
Jepxalyero obpa3oBaHus B napaTpaxeanbHOW KneTdyaTke

Ta6nuua 1. Pe3ynstatel nabopatopHbix 06cnefgoBaHni nauneHTky T.

Ha rpaHuue wen n cpedoCcTeHnsa cfeBa, C He3HauYMTebHO
MOBbILLEHHOW MeTabonnyeckon akTMBHOCTbO 11C-xonuHa
(6bonee BepOATHO, SKTOMUPOBAHHasA [OJbKAa BUIOYKOBOM
»Kenesbl, MeHee BepOATHO — JINNOAafEeHOMa SKTOMMPOBAH-
HOW MapalmnTOBUAHON Kene3bl). MHbIX oYyaroB MOBbILEH-
Horo metabonmsma 11C-xonvHa Ha ypOBHe MCCIeAOBaHNA
He BblABJIEHO.

B cBA3YM C Hanuumem 06pa3oBaHMA NpU BbiNonHeHUM M3T
KT, coxpaHstowenca runepkanbunemmen 16.07.2023 r. na-
LMeHTKa MOBTOPHO roCnuTannM3npoBaHa B XMpypruyeckoe
oTAeneHve AN BbINOJIHEHMA MapaTupeougaKTomun. Jlabo-
paTopHble NOKa3aTenu NpeacTaBneHbl B Tabnuue 1.

MNocne BbINONHEHNA ONEpPaTUBHOIO NeYeHnsA nponssese-
HO Mopdonormyeckoe NcciefoBaHVe, rae B NpeacTaBeH-
HOM MaTepuasne oGHapy>KeHa BUTOYKOBAs »eJle3a C COXPaH-
HOW rmcroniormyeckom cTpyktypo. TkaHn OLLPK 1 ageHombl
OLUK B pocTaBNneHHOM MaTepuasne OTCyTCTBOBAJIN.

Y3 aHamHe3a XU3HU U3BeCTHbI crefyioLe cConyTCTBYIo-
Wwue 3aboneBaHus: AUCAUNMAEMUS, XPOHUYECKUI FacTpo-
OyofdeHUT B CTagnnm peMmnccmnn, A3sa ABeHagLaTMnepCcTHON
KMULWKN B CTagunm peMmccnn, MMoMa MaTky, SHOOMETPMOS.
[MHekonormyecknn aHamHes: menses ¢ 13 neTt, perynapHole,
6epemeHHOCTeNn — 2, abopTbl — 1, poabl — 1 (Bec pebeHka
npu poxageHun 4320 r). Annepronornyeckuin aHamHes oTs-
rowieH. Anneprmyeckan peakuua Ha HOBOKaWH, aHanbruH,
NPOABAAIOLWAACA PAa3BUTNEM aHadUNIAKTUYECKOTO LLOKa.

PesynbraTbl pusukKanbHoro, nabopaTtopHoro

M MIHCTPYMEHTa/IbHOro nccefoBaHuA

JaHHele 06BeKMuUBHO020 ocMompd: oblee COCTOsiHME
YOOBJIETBOPUTENIbHOE, TONIOXKEHNE AKTUBHOE, CO3HaHWe
AAcHoe. CNIN3MCTble YNCTbIE, KOXKHbIe MOKPOBbI pr3nonoru-
Yyeckow OKpacKku 1 BRakHOCTU. Jlumdoysnbl MHTaKTHbIe. Me-
pudepmryecknx otekoB HeT. LLiutoBuaHan xenesa He yBenu-
yeHa, MATKO-311aCTUYECKOWM KOHCUCTEHLUK, 6e360n1e3HeHHas
npu nanbnayuu, y3noBble 06pa3oBaHUs He ONpeaensioTca.

MapameTpbl

Pesynbrar PedepeHcHble 3HaueHns

O6cnegoBaHunsa oT mas 2023 .

Kanbunin NOHN3NPOBaHHbIN, MMOSb/ 1 1,32 0,9-1,2
Kanbuwii, CKOppeKTVPOBaHHbI MO anbOyMuHy, MMOb/ 1 2,86 2,15-2,50
Kanbumi CyTOYHOM MOYM, MMOSb/CYT 2,94 1,7-5,3
MTT, nr/mn 51 15-65
25(0OH)ButamuH D, Hmonb/n 41 75-250
KopTtum3on (yTpo), HMonb/n 303,5 138,0-690,0
TupeoTponHbIn ropmoH, MKME/mn 1,993 0,4-4,0
KanbuuTOHWH, Nr/mn <1,00 0,07-12,97
@OpaKLMOHNPOBaHHbIe MeTaHehPUHbI MOUU, MKT/CYT 87 meHee 90

O6cnepoBaHusA ot nionA 2023 r. npy NpoBeAeHNN NOBTOPHOI NapaTupeouasIKToMnn

Kanbumin obwmii (Nnepen onepaunen), MMonb/n 29 2,15-2,5
MNTr nepep onepauuen, nr/mn 126 15-65
MNTr yepes 15 MuH Nocne onepauuu, Nr/mn 81 15-65
Kanbuwii o6wuin (nocne onepaunu), MMosb/n 3,07 2,15-2,5
Kanbuuin noHn3npoBaHHbIN (Mocne onepaunn), MMosb/n 1,25 0,9-1,2
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Catypauusa: 98%. Oopma rpygHon KneTknm HOpPMOCTEHMYe-
cKad, npy nanbnauun 6e36onesHeHHas. [lbixaHne Be3UKy-
napHoe, xpunos HeT. YCC — 68 ya/MuH, NynbC pUTMUYHBIN.
AJl Ha npaBow pyke: 110/75 mm pT.CT. TOHbI cepAua ACHble,
PUTMUYHBIE, LWYMbl HE BbICTYLUMBAIOTCA. fA3bIK BMaXKHbIN, 3€B
6e3 runepemun. XrnBoT He B3ayT, 6€3601€3HEHHDBIN, MATKUINA.
CeneseHka He ManbNUPYeTCs, NeYeHb MO Kpaw pebepHon
ayrn. Ctyn obopmneHHbIN, MoyencrnyckaHe cBoboaHoe.

B x00e nabopamopHo20 06c1ed08aHus Npu NPOBEAEHN
andoepeHLManbHOM ANarHOCTUKN rMnepKanbLMeMmMyecKo-
ro CMHAPOMAa WCKIIOYEH MapanpoTeMHEMUYECKUn remo6-
nacTo3 — MuenioMHas 6onesHb (MMMyHornobynuHbl A, M, G,
cBobopfHble nerkme uenv uMMyHornobynnHos naméaa v Kan-
na, 6enkoBble ¢paKkuun KpoBm — B nNpeaenax pedepeHca).
CyTouHas noteps 6enka B Mmoye — 0,02 r/cyT. Ha peHTreHo-
rpadun yepena ybeauTenibHbIX PEHTIeH-NMPU3HAKOB, XapaK-
TEPHbIX A1 MUEIOMHOV 60M1e3HM, He BM3Yyann3npoBasoch.

C uenbio nNomMcka NPUYKHBI TUNepKanbLUVeEMUN UCKITIO-
UeHbl 3/10KaYeCcTBEHHble HOBOOOPa3oBaHMA. OHKOMapKepbl
CA 19-9, CA 15-3, CA 125, P2A, Al® — B npepenax pede-
PEHCHbIX 3HAYEeHU.

Mpu 8bINOIHEHUU UHCMPYMeHMAsnbHbIX UCC1e008aHul,
no pesynemamam 3KI: cvHycoBasa Taxukapgusa 96 B mu-
HyTy. HapylieHne BHYTpWKeny[OUYKOBOW MPOBOAUMOCTH.
HapylweHue npoueccoB penonsapusaumm nepegHe-nepero-
popouHoi obnactu JIXK B BUAe He3HauMTeNIbHOW 3neBaunmn
cermeHTa ST B oTBeaeHusAx V2-V3.

IXOKT: ynnoTHeHne CTBOPOK aOpTalbHOMo KnanaHa. He-
3HauUTeNbHAA aopTanbHaa peryprutayua. Nonoctu ceppua
He yBenuyeHbl. CoOKpaTUTesibHasi CMNOCOOGHOCTb MUOKapAa
NEeBOro efyaoyka B MOKoe yaoBneTBoputenbHasa. HesHa-
YnTeNIbHOE KONIMYECTBO BbINOTA B MOMOCTU NepUKapaa; HX-
HAA nonas BeHa: 1,7 cm, Ha BOoxe Konnabupyet 6onee 50%;
NpaBbIn Xefnygouek B M pexkmme: 2,8 cm;

Y31 OMT, Y31 OBI1, Y31 noyek: 6e3 ouaroBon natonormu.

Mo ZaHHbIM NABOPATOPHBIX U UHCTPYMEHTasIbHbIX UC-
CnlefoBaHNiA, GblY MCKIOYEHbl OCHOBHbIE MPUYMHBI TU-
nepkanbyMemMmnyeckoro cvHgpoma. JanbHenwunm >Tanom
andoepeHLmanbHOM ANAarHOCTUKN NMPOU3BEAEH pacyeT Mno-
YEYHOro KNIMpeHCa KanbLUusA K KINPEHCY KpeaTuHUHa. [aH-
HOe COOTHOLWeHne coctaBuio MeHee 0,01, Ha OCHOBaHUKU
yero 3anogo3peHa CIT n npn BbINMCKe peKOMEHZOBaH Npu-
€M LiMHaKanbLeTa B fo31poBKe 30 Mr/cyT, a Takxe obcneno-
BaHME KPOBHbIX POACTBEHHVKOB Ha HanMuue rynepKanbLu-
emum. B ceHTABpe 2023 1. nayneHTKa NPOKOHCYNbTUPOBaHa
s3HpokpuHonorom B HMUL, sHpokpuHonorum B dopmate
TenemeaunuMHCKOM KoHcynbtaumm (TMK): ncxopa mns npegn-

CTaBNIEHHbIX JAHHbIX Y MaUMWEHTKN HEeNb3s UCKIIUYUTL Ce-
MEVHYI0 0OOGPOKAUYECTBEHHYIO TMMOKabLUUYyPUYECKYIO M-
nepKanbLnemMmio, peKOMeHL0BaHO 06CeloBaHNE KPOBHbIX
POACTBEHHMKOB MAUMEHTKN U HAbnogeHne nokasaTenen
Kanbumin-pocdopHoro obmeHa B ArMHAMMKe Ha GpOHe afek-
BATHOIO NMUTLEBOIO PEXNMA, OFPaHNYEHNSA KanbUUn-cogep-
KalMx NPOAYKTOB B MUTAaHUU U NPOJOIIKEHUA Nprema uu-
HakanbueTta B fo3e 30 Mr/cyT C nocniegyloWwmnm KOHTPONeEM
KasbLus, CKOPPEKTUPOBAHHOTO Ha afibOYMUH.

MoBbllweHHble YPOBHM Kanbuua obuero u MTI obHa-
PY»KeHbl y CblHa, OTUa, 6paTa U MIEMAHHVKOB MaLUEHTKM
(tabnuua 2).

Ha ¢oHe npuema uMHakanbueTa MauWeHTKOWN 3aperu-
CTPMPOBaHbI CrieayioLivie NoKasaTenu: Kanbuum oowmun —
2,76 mmonb/n (2,10-2,55), Kanbuui, CKOPPEKTUPOBAH-
HbI Mo anbbymuHy, — 2,7 mmonb/n, MTI — 15,9 nmonb/n
(1,45-10,41) o1 09.10.2023 1.

OBCYXAEHUE

CIT — >3T0 pepgkoe ayTOCOMHO-AOMMWHaAHTHOe 3abore-
BaHMe C HU3KOW 3KCKpeuven Kanbuma C MOYOW K NIerkom
rmnepKanbLumMemMmen, ¢ HOPMasnbHbIM WA He3HAYMUTENbHO
npeBbIlALWUM pedepeHCHble 3HaueHnsa yposHem MMTT [9].
OueHKa OTHOLLEHUA NOYEYHOrO KIMPEHCA Kanbuna K Knu-
peHCy KpeaTMHUWHa aABnseTcA meTogom anddepeHumans-
Hon pguarHoctnku CIT wn MITIT, ogHako gnA nopTBepXae-
HUS AuarHosa HeoOXoAMMO BbIMOJSIHEHME TFeHETUYECKOro
nccnepoBaHuA. Mo gaHHbIM HEKOTOPbIX aBTOPOB, 4YacToTa
BcTpeyaemoctn CIT coctaBnAeT 74 Ha 100 000 HaceneHus
[10]. ctuHRyto pacnpocTpaHeHHocTb CIT cpean HaceneHus
OLeHNTb JOBOJIbHO C/IOXKHO, MOCKOJIbKY ANUTENIbHOE Bpems
y 6onbluen YacTu nauneHToB 3aboseBaHre npoTeKkaeT 6ec-
cmmnToMHo. OfHaKO B 3aBMCMMOCTW OT CTEMEHW MOBblLLe-
HUA YPOBHA Kanbuua Kposu, CIT moxeT conpoBoXKaaTbCA
TaKMMW CUMNTOMaMM, Kak NOSIMAMNCUA, MOANYPUSA, MblLLey-
Has cn1aboCTb, yTOMIAEMOCTb, apTPAIUs, a TakxKe AnarHo-
CTUPYIOTCA TaKne 3aboneBaHnsA, Kak 0CTEONOPO3, KEMYHO-
1 MOYEKaMeHHasn 60Me3Hb, XPOHMYECKNIA NaHKpeaTuT. MNpu
rmnepKanbLMemMmm C BbIPaXKEHHON CUMNTOMATUKON MOXET
noTpeboBaTbCA KOPPEKLMA YPOBHSA KanbLus.

CIT — 310 HacneacTBeHHoe 3aboneBaHune, BbI3BaHHOE
fedeKkTom KanbLuin-yyBCTBUTENbHbIX peuentopoB (CaSR)
B MOYKax u okonowmtoBuaHbix xenesax (OLLPK). CaSR pe-
rynupytot ¢ocpopHO-KanbLMeBbI 0OMeEH, MoaAep»KuBas
YPOBEHb WOHU3NPOBAHHOIO KanbUWA B CbIBOPOTKE KpO-
BV B OYeHb y3KOM AmanasoHe (0,9-1,2 MMonb/n), rnaBHbIM

Ta6nuua 2. Pe3ynbTaThl 06CNeA0BaHMI Ha HaMUME TMMEPKaNbLIMEMUYECKOTO CUHAPOMA POACTBEHHUKOB NaLMEHTKM

Kanbuwii o6wmii, Mmonb/n MNTr, nmonb/n
MokasaTens PedepeHcHble MokasaTens PedepeHcHble

3HauyeHusA 3HauyeHusA
MaymeHTKa 2,95 2,10-2,55 15,9 1,45-10,41
CbIH 3,41 2,10-2,55 15,3 2,0-9,4
Orey 3,41 2,10-2,55 15,3 2,0-9,4
Bpat 3,08 2,10-2,55 9,17 2,0-9,4
MnemaHHKMKY. (15 neT) 3,20 2,10-2,55 8,89 2,32-9,28
MnemaHHuK E. (5 ner) 3,16 2,20-2,70 7,44 1,72-6,68
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Tabnuua 3. bruoxnmmnyeckoe 1 ropMoHasbHble NoKasaTenu nauneHTa K.

MapameTpbi PesynbraTtbl Pe¢depeHcHble 3HauYeHuns
Kanbuuin o6wwmii, MMosb/n 3,27 2,152,5
Kanbuuin NoHN3NpOBaHHbIN, MMOSb/ N 1,46 0,9-1,2
MTT, nr/mn 81,79 15-65
Kanbumin Mmouu (CyTOYHbIN), MMOSb/ 1 0,96 1,7-5,3
®ocdop, mmonb/n 0,73 1,45-1,78
KpeaTnHUH KpoBW, MKMOSb/N 85,3 44-88
KpeaTuHUH Moun (CyTOUHBIN), MKMOJIb/N 13236, 836 3450-22900
KnupeHc kKanbumsa/KpeaTHMHa 0,0019 >0,01

obpa3om 3a cueT KoHTponA cekpeuuu MNTT n peabcopbumm
KanbLMA B NMOYeyuHbIX KaHanblax [11, 12]. B 3aBucnmocTtn
OT BapuaLuum nocnefoBaTenbHOCT FreHOB BblAeNAoT 3 TUna
CIT. Hanbonee pacnpocTpaHeHHbIM BAapWAHTOM SBNSAETCA
CIT 1-ro Tmna, Ha ero ponio nNpuxogutcsa 6onee 65% Bcex
cnyyaeB. OH BbI3BaH M3MEHEeHMeM MOoCnefoBaTeNbHOCTU
reHa CaSR Ha xpomocome 3, B HacTosALlee BpeMsa U3BECTHO
6onee 230 naToOreHHbIX Bapuauui nocsiefoBaTeSIbHOCTEN.
CreneHb noTepu ¢yHKUMM pelenTopa U TAXeCTb runep-
KanbuMemun onpefensAerca nokanusauuern u U3MeHeHu-
em amuHokucnot B reHe CaSR. CIT 2 u 3 Tvna Bbi3BaHbI Ba-
pvaunAamMn nocnegoBaTtenbHocTen reHoB GNA11T n AP2S1
COOTBETCTBEHHO, Ha XpoMocome 19, UTo NPUBOAUT K ANC-
byHKUMM NYTU Nepefayn CUrHaNoB Kanbuus yepes cybbe-
anHuuy G-6enka [13]. Mytauum reHa GNAT11, Bbi3biBatoLe
CIT 2 Tuna, pacnpocTpaHeHbl pexe 1 BCTPEeYaloTCa y MeHee
1% niofgen, NPOXofALMX reHeTuyeckoe TectupoBaHue. CIT
3 Tna BcTpeyaeTca B MeHee 10% cnyyaeB 1 yalle Apyrnx
accoummpyeTca € runepkanbumemuen, rmnepmarHmemmen,
runogpocdaremren n octeonoposom [14].

O6biuHo CIT sBnseTca fo6poOKavecTBEHHbIM 3aboneBa-
HYem 1 y 60sblUe YacTX NALMEHTOB He Bbi3blBaeT creuu-
buryeckrx ocnoxxHeHUN. YpOBHY KanbLuus cbiBOPOTKY 1 MTT
OCTAKTCA CTabUNBHBIMU HA MPOTAMXEHUN MHOTUX NIET HAabJ10-
OeHnA. BaxHo oTMeTuTb, YTO Cy6TOTanbHas napaTMpeou-
A3KTOMMA He ABnAeTca meTogom nedenns CIT. B ynyuweHunn
yyBcTBMTENbHOCTM CaSR K Kanbumio GapmMaKkonornyeckyto
posb MUrpaloT KanbUMMUMETMKIY, KOTOPble ABNAIOTCA arOHW-
ctamu CaSR [15]. O630pbl HayuHbIX PaboT NOKa3bIBaloT ycre-
xn neveHns CIT 1 Tmna uMHaKanbLEeTOM C HOpManusaumen
KOHLIEHTpaL M Kanbuua B cbiBopoTke [16, 17, 18]. Mpenapat
ycunuBaeT YyBCTBUTENbHOCTb CaSR K BHEKNETOUHOMY KaJsib-
umto B Knetkax OLLXK, Tem cambim cHuXaAa cekpeuuto MTT.
Takxe cooblaeTca 06 ycnewHOM fleYeHnn LHaKanbLeToM
CIT2wu 3 1una[19, 20].

B npenctaBneHHOM KIVMHUYECKOM Cillyyae npu BbiMos-
HeHun puodepeHLManbHOW ANArHOCTUKKU FMepKanbLy-
€MNYECKOro CYHAPOMA Ha OCHOBaHWM pe3ynbraToB /1abo-
pPaTOpPHOrO N MHCTPYMEHTANIbHOro 0bcnefoBaHUs npexae
BCEro OblNN WCKOYEHbI MUeNIoMHasi 60one3Hb, CUHOPOM
M3H, napaHeonnactnyeckas runepkanbumemumsa. MNpu ganb-
Helwem [oo6CNieloBaHNM 1 MOJIYYEHUU OTHOLUEHWA MO-
YEeYHOro KNMpeHCa KanbLUusA K KNMPEHCY KpeaTMHMHA MeHee
0,01, 6bina 3anopo3peHa CIT, ans noaTBepP>XAeHNA AnarHosa
W BbINOJIHEHNA TEHETMYECKOro WCCNefoBaHNA NaLMeHTKa
HanpasneHa B OI'bY «<HMWL| sHaokpuHonorun» MuH3sgpasa
Poccun.

B ¢eBpane 2024 r. nayueHTKa rocnMTanU3MpoOBaHa
B OTAeNeHVe NaToNorny OKONOLWMTOBUAHDBIX »Kenes 1 Hapy-
WEeHWI MrHepanbHoro obmeHa otgena M'HU OreY «HMKL
3HAoKpuHonoruny MuHsgpasa Poccuu ¢ Lenbio Bepuduka-
LU1Kn gnarHosa u onpefeneHuns fanbHenwen TakTukn sege-
HuA. MNayneHTKe BbINONHEHO ceKBeHMpoBaHume no CaHrepy,
B reHe CASR (NM 000388.4) B 4 3K30He BbiABNIEH BapuaHT
Cc.554G>A, p. (Arq185GIn) B retepo3vroTHOM COCTOSHUM
(rs104893689). Takum 06pa3om, ycmaHose eH 3axkIioHumerns-
HbIl OQuaeHo3: «CemeliHaA runokKanbuMypuyeckasa runep-
KanbumMemuns».

Mpun poobcnenoBaHUM GRVKANLWIMX POACTBEHHNKOB Ma-
LIMEHTKM, B CBA3U C BbIABNEHHON rvnepKanbLemMmnen y cbiHa
(naumeHT K., npoBegeHO CTauMOHapHOe 06C/enoBaHMe
B YC/IOBMAX AETCKOrO OTAENIeHUA Ornyxonen SHAOKPUHHOM
cnctembl OIBY «<HMUWL, sHgokpuHonorun» Munsgpasa Poc-
cun. PesynbTatbl nabopaTopHOro obcneoBaHNA NpeacTaBs-
neHbl B Tabnuue 3.

Mpw BbinonHeHun Y3U WK n OLLPK axorpaduryecknx
NPU3HAKOB CTPYKTYPHOM NaTONOrMuM LWMTOBUAHOWN ene-
3bl He BbIABNIEHO, AaHHbIX 3a Hannume runepniasnn Unu
apeHombl OWPK He nonyueHo. lNMaumeHTy K. BbIMONHEHO
cekBeHnpoBaHue no CaHrepy. B reHe CASR (NM_000388.4)
B 4 3K30He BbifiBleH BapuaHT ¢.554G>A p. (Arg185GIn)
B reTepo3nroTHoM cocToAaHun (rs104893689); naToreHHbIN.
BoicmasneH 0uazHo3: «CemeHaA rMnokanbLuypryeckas rv-
nepkanbuuemus. MUKponrTnas oberx noyeks.

CornacHo pesynbTaTaM FeHeTMYeCcKOoro MccnefoBaHus,
y NauMeHTKN N ee CblHA BbiABJIEHbI HapYyLIEHNA NOCNe[o-
BaTenbHOCTM reHoB CaSR, uto cootsetctByet CIT 1 Tnna.
Mo paHHbIM NUTEPATYPHBbIX NCTOUYHKKOB, Ans CIT Hambonee
YacTo xapaKTepHa nerkas, 6ecCUMNTOMHas rMnepKasnbuye-
MMA, HO B NPeACTaBlIeHHOM HaMK CJlyyae OnmcaHbl 3Nun3o-
Ibl YMEPEHHOWN CTeneHy runepkanbuuemMmy, YTo He COOoT-
BETCTBYET 00LIEeMVPOBbIM CBeAeHUsIM. BepoaTHO, BbiCOKMe
3HauyeHVA Kanbuma obLLero n MOHM3UPOBAHHOIO ABUINCH
NPUYUHON [MarHOCTUYECKIMX OLLMOOK Ha NepBbIX 3Tanax Be-
JeHNA NauneHTKN.

3AKNIOYEHUE

CIT aBnaeTca reHeTUYECKUM ayTOCOMHO-AOMMHAHTbLIM
3abo0nieBaHVeM, XapaKTepu3yloLWMCA CHUXEHHBIM YPOB-
HEeM KanbLMA MOYM M MOBbIWEHHbIM YPOBHEM KanbuuA
KPOBM B COYETAHUN C HOPMAJbHbIM UNW MPEBbILLAIOLLNM
pedepeHcHblie 3HauyeHua yposHem MTI. MpeacTaBnieHHbIN
Cnyyam [eMOHCTpUpyeT HeobXxoAMMOCTb MpoBefAeHUs
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anddepeHUManbHOM AMArHOCTUKM  runepKasibumemmuye-
CKOro cmHgpoma n nogvyepkKnBaeT BaXXHOCTb pacyeTa OTHO-
LWEeHNA NOYeYHOro KnnpeHca KaJbuua K KIIMpeHCY KpeaTtun-
HWHa. B HacToAllee BpeMA 3TOT MeTo4 ABNAeTCA Hanbonee
[OCTynHbIM W no3BonAeTr n36exatb HeobOCHOBAHHOIO
BbINOMHEHMA NapaTnpeongskTomun. Npn nogTBepKAeHUN
anarHosa CIT cnegyeT pekomeHAoOBaTb COOTBETCTBYIOLLEE
obcnefoBaHme ONMXKaNLLMM POACTBEHHUKAM NaUMEHTa.

AONOJIHUTENIbHAA UHOOPMALINA

UcTouHukn ¢duHaHcmpoBaHmA. PaboTa BbiMoOSHEHA MO MHMLMATUBE
aBTOpPOB 6e3 nprBneyeHNs GUHAHCUPOBAHNA.

KoHGNUKT mHTepecoB. ABTOpPbI AEKNapupYOT OTCYTCTBUE ABHbIX
1 NOTeHLMaNbHbIX KOHGNMKTOB MHTEPECOB, CBA3AHHbIX C COAepKaHeM
HaCToALLEN CTaTbL.

YuacTtmne aBTopoB. CyaHuubiHa A.C. — KOHLenuus, MOUCK iTepaTtypbl
N HanmcaHune TekcTa; JlanyHoBa A.V. — KoHuenuwmsa, NoucK nutepatypbl
HanncaHue TekcTa; CynnoTtosa J1.A. — KOoHUenums, MOUCK nuTepaTypbl 1 Ha-
nMcaHue TeKcTa.

Bce aBTOpbI 0006pVNM GUHaNbHYIO BEPCUIO CTaTby MNepen nybnvka-
Lven, Bbipasunu coriacme HeCT! OTBETCTBEHHOCTb 3a BCe acrneKTbl paboTb,
rofipasymMeBaloLLyto HaAnexallee n3yyeHve 1 peLueHrie BOMpPOCOB, CBA3aH-
HbIX C TOYHOCTbIO U AOBPOCOBECTHOCTbIO NOOO YacT PaboThl.

BnarogapHocTu. bnarogapum cotpygHnkos nabopatopun obuen, mo-
NeKynApHom 1 nonynaumoHHom reHetukn OIrbY «HMUL, sHgokprHonorum»
(3aB. nabopatopwmein A.6.H., goueHT Monos Cepren Bnagnmnposuy) 3a npo-
Be[IEHVE reHeTNYECKNX NCCIIef0BaHMN.

Cornacme nayueHTa. lNauveHTka Jo6poBobHO nognucana nHdop-
MMPOBaHHOE cornacvMe Ha mny6auKauuio rnepcoHasnbHOW MeAVLVHCKOW
nHbopmaumm B 0be3nnyeHHoN dopme B XKypHane «OCTeonopos u octeo-

natnm».
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