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TMNO®OCHOATEMUYECKOW TEPANUN
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Hopmodocdatemmnuecknin cemeliHbiii onyxonesbiit kanbuuHo3 (HCOK) xapaKkTepm3ayeTca HanmumMem KOXHbIX KaJibLMHATOB
npu OTCYTCTBUMN MeTaboNIMUecKnx HapyLeHUin; MaHndecTMpyeT B MepBble rofbl X13HW; aCCOLMNPOBAH C MyTaLMAMM B reHe
SAMDS. B o6pa3oBaHu1M KanbLMHATOB BEAYLLYIO POJIb UrPALOT XPOHMYeCKan TpaBMaTu3auua 1 TpaH3uTopHas runepdocda-
TemuA.

Xupypruyeckoe neyeHrie No3BonsAeT N36aBNATLCA OT KanbLUHATOB, HO He NpefoTBpaLlaeT peUuranBbl U MOXKET NPUBOAUTL
K 0CnoxHeHuAM. MNprMeHAIoTCcA pa3nuyHble MeTofibl KOHCepBaTMBHOM Tepanun. CHukeHne ypoBHA docdaToB B KPOBM pac-
CMaTpMBAETCA Kak NepCcrnekTUBHbIA NaToreHeTUYEeCKNIA MeTof eYeHus.

B cTaTtbe npeacTaBneH KNuHmMyecknn cnyyan naumerTa ¢ HCOK, accoummnpoBaHHbIn C roMO3UTOTHbIM BapraHTom p.E1200K
B SAMD9. OcobeHHOCTbIO Hallero nauneHTa ABAAETCA Hannyie MHOXeCTBEHHbIX KalbLiIMHAaTOB He TOJIbKO B MecTax TpaB-
MaTu3auny (KOHEUYHOCTU), HO 1 B MecCTax YrpeBon Cbinu (N1uUo), a Takke 0CobeHHO aKTMBHOE NporpeccupoBaHrie 3abo-
neBaHuWA B Nepriof NonoBOro co3peBaHua. YMeHbLUeHe pa3mMmepoB KanbLHaTOB OTMeYeHo Ha doHe 1 rofa NOCTOAHHOM
runopocdaremmyeckon Tepanuu (rmgpokcus anioMmHma n cesenamep 800 mr). SbdeKTMBHOCTL NPOBOANMON Tepanuu
OncKyTabenbHa, orpaHMyeHa Kak Nnioxorn nepeHoCcMOoCTblo ceBenamepa naumeHToM, Tak U HeJOCTaTOUYHON NPUBEPKeH-
HOCTbIO K JIeUeHUI0.

J710 nepsoe B Poccun onuncarHne nauunerta ¢ HCOK, noaTBep»KaeHHbIM MONeKynAapHoO-reHeTu4Yeckn. TouHasa NocTaHOBKa
[rarHo3a no3Bosun/ia YyTOUYHUTb NaToreHeTUuYecKknii MexaHn3m obpa3oBaHUA KanbLMHATOB U NPefNoXKUTb BapuaHThl Te-
panuu.

KJIKOYEBbIE CJTOBA: Hopmogocghamemuyeckuli cemeliHbil 0nyxos1esbili KanbYuHO3; KaibYuHo3 Koxu; SAMDY; cesenamep.
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PHOSPHATE LOWERING THERAPY
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Normophosphatemic familial tumoral calcinosis (NFTC) is characterized by cutaneous calcifications with no metabolic dis-
orders; it manifests in the first years of life; associated with mutations in SAMD9 gene. Chronic trauma and transient hyper-
phosphatemia play a leading role in calcification formation.

Surgical treatment can remove calcifications, but it does not prevent recurrence and can cause complications. Various
conservative therapy is used. Lowering of blood phosphate levels is considered a promising pathogenetic treatment
method.

We present a clinical case of a patient with NFTC associated with the homozygous variant p.E1200K in SAMD9. A character-
istic feature of our patient is the presence of multiple calcifications not only in the areas of injury (limbs), but also in areas
of acne (face), as well as particularly active progression of the disease during puberty. A reduction in calcification size was
observed after one year of continuous hypophosphatemic therapy (aluminum hydroxide and sevelamer 800 mg). The effec-
tiveness of this therapy is debatable and limited by both poor patient tolerability of sevelamer and poor adherence.

This is the first description of a patient with molecularly confirmed NFTC in Russia. A precise diagnosis allowed us to clarify
the pathogenetic mechanism of calcification formation and propose treatment options.
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CASE REPORT

AKTYAJIbHOCTb

JHOOKPWHOJON HEPELKO CTANIKMBAKTCA C OTNIOKEHUEM
coneli KanbLmsa B Pa3fIYHbIX OpraHax v TKaHsX y nauneHToB
C HapyLweHnAMY Kanbuun-pocdopHoro obmeHa. KanbLuHa-
Tbl KOXM MOTYT Takxe $opmMmnpoBaTbca Ha GOHe XpPOHMYe-
CKUX CMCTEMHbIX BOCMANUTENbHbIX 3a00NEBaHNI, @ TaKXe
npu page pefkmx reHeTUYeckrx natosiorvi, NPUBOOALLMNX
K retepoTonunyeckomn occnudukaumm [1].

Takue naumeHTbl, Kak MPaBWUIO, HaNPaBAATCA K IH-
[OKPUVHOMOTY AN BbIABAEHUS BO3MOXHbIX HapYLIEHUN
Kanbuun-pocpopHoro obmeHa 1 nogbopa natoreHeTU-
yeckon Tepanuu. OgHaKo BBUAY pefKon BCTpPeYaeMocCTn
M HeAoCTAaTOYHOW OCBeleHHOCTU NoAobHbIX 3abonesa-
HUI B NuUTepaType NpoLecc ANArHOCTUKM MOXKET 3aHu-
MaTb AnuTeNnibHOe BpemsA. Bo MHOrmx cnyvyasx TouHas
Ho3o0Mornyeckas Bepudrkauns HEBO3MOXHa 6e3 npume-
HEHVA MOJIEKYNIAPHO-TEHETUYECKUX METOAOB NCCNef0OBa-
HUS.

OMUCAHUE CNYYAA

AHaMHe3 XUsHun

Manburk oT d¢u3monornyeckn npoTeKkaBlen bepe-
MEHHOCTW, CPOYHbIX POAOB MyTEM KecapeBa CeYeHUA
u3-3a cnabocTn popoBol AesTenbHOCTU. [pu poxpeHuw:
Bec — 3200 r, anmHa — 51 cm, 3akpunuan cpa3sy. B Bo3pac-
Te 3 MeC B MeaguUMHCKON AOKyMeHTauun 3adrikcmpoBaHa
runepapruyeckas peakuusa Ha AK[C, notpebosaBluas ro-
cnutanusauuu. B 1 rog otmeueHa anneprmyeckas peakumsa
Ha MOJIOKO; Npu NpoBefeHnn 06CieoBaHNA BbisiBNIEHA MO-
NVIBaNeHTHaA anneprus.

Poct pogutenen: 178 cm (nana) n 165 cm (mama). Hacneg-
CTBEHHOCTb OTArOLLEHA MO CaXxapHOMY AnMabeTy 2 Tvna u Mo-
yekameHHoW 6onesHu. Y pogutenein nayMeHTa HapyLleHus
Kanbuun-pochopHoro obmeHa M KoCTHble fedopmavmu
He BbIABJIEHbI.

AHamHe3 3ab6oneBaHuA

B Bo3pacTe 1 roga Bnepsble 06paTuAV BHUMaHUE Ha 13-
MEHEeHNA KOXKM Ha KOHYMKaX ManbLeB pyK Nocsie TpaBMmbl,
npu obcnefoBaHNN 4MArHOCTUPOBAHDI ByJibrapHble 60po-
dasku. B 1 rog 3 mec Ha npaBol KMCTY BbiABNIEHO obpaso-
BaHve B 06/1acTV NepBOro nsACTHO-¢danaHroBoro CycTaga,
nposefeHo yaaneHve gpubpomel, codepxasweli Kanbyu-
Ham.

B 4 roga 7 mec nauuneHT obcnegosaH B HAWN peBmato-
noruu no noeogy GOPMUPYIOLLMXCA KOXKHbIX KaJbLIMHATOB.
[aHHbIX 33 peBMaTUYECKYyI0 NaTONOrMI0 He MONyYeHO; Npu
axoKapguorpaduy  3anofo3peHO  Hanmuve  KanblMHaTta
Ha HEKOPOHAPHOW CTBOPKE a0pTaNibHOro KnanaHa. buoncusa
OOHOrO 13 MOAKOXHbIX 0Opa3oBaHWi MOATBEpAWIa WH-
KarncynmpoBaHHOE OTNIOXKEHME Conen KanbLUus.

B 4 ropa 10 mec BnepBble rocnUTanM3npoBaH B AeT-
CKOe SHAOKPMHOIOrMyeckoe otaeneHme YHMBepCcuTeTCKon
[eTCKON KNUHu4Yeckom 6onbHMLbL. Mpr 0cMOTpe Macco-po-
CTOBbIe MOKa3aTenn COOTBETCTBOBaNM BO3pPacTy, TeNoC/o-
XKeHure nponopunoHanbHoe (Tabn. 1). 3HaUYMMbIX KOCTHbIX
Jedopmauuin He BbiABNEHO: GOpMa uepena oOKpyrias,
POAHMYKM M LWBbl 3aKpblTbl, NPOrHaTNA; rpygHaa KneTtka
C He3HauUUTeNbHOW BOPOHKOOOpa3Hom aedopmaument; Ko-
HEYHOCTU NPOMOPLUNOHaNbHbI, HE UCKPUBAEHDI, CaHaane-
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BMAHaA wWenb mMexgy 1 1 2 nanbLamuy HOT; MO3BOHOYHMK
6€e3 NaToNornYecknx UCKPUBIEHNA, PUTUAHOCTU HeT, 6e3-
60ne3HeHHbIN NpY nasbnayum; cyctaBbl — Gpopma He 13-
MEHEeHa, apTpasnruii, orpaHnyYeHnin gemxeHunsa HeT. Obpa-
Wwanu Ha cebs BHUMaHVe KalbyuHamel pasmepom 0o 1 cm
8 duamempe e o61acmu nokmeli, KosieHeli, nanbyes Hoz,
Ha Kpblsie Hoca cnpaada, 60poAaBKU Ha NasbLax HOT U PyK
(tabn. 1) (puc. 1A).

Mpun o6cnefoBaHUN UCKIOYEHDBI SHOOKPUHHBIE NMPUYK-
Hbl HapyleHWn Kanbuuii-dochopHoro obmeHa (tabn. 1).
KoHcynbTauuma pesmaTosora v nabopatopHble faHHble (peB-
MOMPOObI, UMMYHOJIOTMYECKEe MapKepbl) He NOATBEPAUIM
BOCMaNUTENbHOIO reHe3a KanbLMHO3a.

Mo maHHbIM Y3M opraHoB OPIOWHOM MOMOCTH, MOYEK,
WUTOBUAHON Xesie3bl, cepaua U MarMcTpanbHbIX COCYOB
3HAQUYMMbIX MATONIOTMYECKUX W3MEHEHUIN, BK/OYAs Kafb-
LUMHaTbI, He BbiAB/IEHO. PaHee 3anoAo3peHHbI KasbUuHaT
AopTasNbHOro KJanaHa He noateepaunca. PeHTreHorpadus
yepena, KUCTeN 1 NOSICHUYHO-KPECTLOBOro OTaeNa No3Bo-
HOYHMKA KanbLUMHATOB He BbisABWIa. KOCTHbIN BO3pacT OT-
ctaBan Ha 1 rop (cootBetrcTBOoBan 3,5 rona), B AanbHenwem
COOTBETCTBOBAJ NACMOPTHOMY.

YuntbiBaa nporpeccupyomin  Xxapaktep KanabLMWHO3a,
06cy>Kaanacb BO3MOXKHOCTb Tepanuu bucdocpoHaTamu, of-
HaKOo OT UX Ha3HAYeHMA Ha TOT MOMEHT PEeLLEHO OTKA3aTbCA.

Mpy nocnepyoWUX rocNMTanu3aumax C Lenblo novcka
KasfibLMHATOB BHYTPEHHUX OpraHoB obcnefoBaHne NpoBo-
ZWIOCb MO aHANOTUYHOMY MaHy.

B 5 neT 7 mec npn NOBTOPHOW rocnuTtanunsaynm BblAB-
NEHO yesesudeHue Kosuvyecmea u o6wvema NOOKOMHbIX
KanbyuHamoe, nosejieHue uUx HA Kucmsx; rokasaTenu
NabopaTopHOro 1 MHCTPYMEHTANIbHOIO 06cnenoBaHms 6e3
CyLLeCTBEHHON ANHAMKMKK (Tabn. 1).

B 7 net 1 mec oTMeueHO panbHewnwee Nporpeccupo-
BaHMe KaNbLMHO3a KOXW — KaJbyuHameol 8 obnacmu
mexganaHzo08bIx, NACMHO-hanaH208bIX, Nydesansacm-
HbIX cycmasos, o2paHuyuearoujue 0suxkeHus e npasol
Kucmu; 8 o6nacmu sloKkmeablX, KOJIeHHbIX Cycmasos,
oucmanvHbIX hanaHe 60bWUX NAbye8 HO2, HA 3a0Heli
nosepxHocmu weu, 8 no060po0doYHOli U oKoso2y6Hol
obnacmu.

B cpegHeM cermeHTe YalleUYHO-NIOXaHOYHOro annapara
NpaBoW NoYKM BbiABMEH KanbunHart (Tabs. 1). [No ocTanbHbIM
OpraHam 1 cuctemam — 6e3 OHAMUKMU.

B 8 net 1 mec npu o6cnegoBaHnm, No aaHHbIM Y3, co-
XPaHANUCb KanbLUMHATbI B MPaBOW MOYKe, BNepBble 3arnoao-
3peH KanbuMHaT 8 06/1acmu MOWOHKU cnpaea (1abn. 1).

B 9 net 1 mec npogonXkunca poct Konmyectsa u pas-
MepOoB NMOAKOXHbIX KanbunHaToB (puc. 2A, 3A, 4A); nog-
TBEP)KAEHO HanMuMe KanbLUWHATOB B MpPaBON MOYKe
N NpaBoi NOSIOBUHE MOLWOHKK (Tabn. 1). B cBA3M C Bbl-
ABNIEHNEM KOHKPEMEHTA MOUYKM PEKOMEHAOBAH MpueM
Kanus-HaTpus rmapounTpaTa, OgHaKo Tepanus He npo-
Boaunacb. C gaHHOro nepuopda MauMeHT CTan nepuopu-
YecKn obpallaTbCa 3a XMPYPrmyeckom NOMOLLbIO B CBA3M
C HarHoeHneMm KanbLMWHATOB B 00/1aCTX KOJNTIEHHbIX U JIOK-
TEBbIX CYCTaBOB.

B 10 net 1 mec Npy 0OCMOTpPE, MOMUMO MHOXKECTBA KaJlb-
LUMHATOB, OTMEUYEHO Hanunune A3BEHHbIX AePEKTOB KOXW
B 06M1acTV NpaBOro JIOKTEBOro CycTaBa; Mo AaHHbiM Y3U
COXPAHANMCb KanbUMHAaTbI B MPaBoi Novke 1 B 061acT Mo-
LWOHKM cnpaBa (Tabn. 1).
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Tabnuua 1. KnuHnko-nabopaTtopHble NoKasaTenm nauyeHTa 3a Becb nepuog HabnogeHus

Bospact 4r 5 ner 7 ner 8 ner 9 ner 10 ner 11 ner 12 ner 13 ner 14 ner 15 ner 16 ner 17 ner
p 10 mec 11 mec 1 mec 1mec 1mec 1 mec 2 mec 5 mec 3 mec 3 mec 4 mec
Poct, a (SDS) 104,6 1103 17,5 121,0 126,7 131,0 1328 138,5 143,5 155,0 163,4 165,0 167
' (-0,62) (-0,65) (-0,65) (-1,01) (-0,90) (-1,00) (-1,50) (-1,50) (-1,46) (-0,82) (-0,77) (-1,08) (-1,10)
15,7 174 19,5 21,1 229 251 249 29,5 313 38,0 474 49,0 50,4
Bec, kr, (SDS MIMT)
(-1,08) (-1,04) (-1,16) (-0,98) (-1,26) (-114) (-1,97) (-132) (-1,77) (-1,66) (-0,88) (-0,97) (-1,21)
HoC + + + + + + + + + + + +
ML, Wes + + + + + + + + + + +
_ |nokTH + + + + + + + + + + + +
% KiCT + + + + + + + + + + + +
_| S
E AOAMLbI + + + + + + +
el KoneHu + + + + + + + + + + + + +
2
= CTOMbI + + + + + + + + + + + +
NoYKm 23 Mm 23 mm 22 Mm
= < . % % 7*5mm; | 6*5mm; | 6%2mm; . . 3,5% 2 mm;
&3 |MOLLIOHKA 3*3Mm 74 mm 7*4 Mm 7*7T Mm - 29 73 9%4 Mm 43 mm 3,916 mm
cepaue +Hp? +p? e
Kanbuuii nonmsmp.,
MMONb/N 1M 1,38 123 131 1,22 1,23 1,35 13 1,26 1,34 117 1,25 1,23
(N1,03-1,35)
ﬁﬁfb"/:”p“' 1,80 1,60 177 _ ) 157 1,60 17 186 202 |120-2,13 | 162-1,82 1'371_61:6_
(HopMa 1o 803pacTy) (1,38-2,19) | (1,33-1,92) [ (1,33-1,92) (1,33-1,92) | (1,33-1,92) | (1,33-1,92) | (1,14-1,99) | (1,14-1,99) | (1,14-1,99) | (0,95-1,62) 095-162)
Eﬁ’:’”"a” bochamaza, | g, ) 548 ] 527 627 435 657 646 300 238 195 145
(HopMa no Bopacty) (156-369) (156-369) (156-369) | (141-460) | (141-460) | (141-560) | (141-560) | (141-560) | (89-365) | (89-365) | (89-365)
[Tapatropmo,
mons/n (N13-10) | 2P 4 2 038 09 66 28 30 53 35 18 197
25-0H-Butamun [,
wr/an (N>30) 28,9 8,8 18 24 33 42 51,8
Ea“:;:‘:'”nﬁ o | 015 013 0,24 0,12 0,18 034 0,18 ] ) ) ) 0,09 )
' (0,05-1,1) | (0,04-0,8) | (0,04-0,8) | (0,04—0,7) | (0,04-0,7) | (0,04-0,6) | (0,04-0,6) (0,04-0,6)
(Hopma no Bo3pacty)
S(,;choep/,:zﬁ::,:::nb 25 42 40 42 32 38 3,34 ) ) ) ) 18 ]
(HopMa no Bo3pacty) (1,2-80) | (1.2-50) | (1,2-36) | (12-3,6) | (1.2-36) | (08-32) | (08-32) (08-27)
Butamun i 1000 ME Kypcamu, HenocToAHHO 1000 ME* | 1000 ME® | 2500ME | 3000 ME | 3000 ME
= |Marusa
s rAAipoKa 1 cawe 1 cawe
= 1600 mr,
3 2paza 2paza
= | AnlomuHua ;
2 B CyTKM B CYTKN
& | Aok
g |525mr
=
- 800 mr 2136
(esenamep 3pasa no 800 mr
BCYyTK® | Beuepom
MNpymeyaHnA: ' — HepaBHOMEPHOE MOBbILIEHWE MIOTHOCTU KNarnaHa JIErOYHON apTepui He NMO3BONAET UCKITIOUUTb Hannume KanbLuHata; 2 — KonebaHua

docdopa Ha doHe nogbopa [o3bl ceBenamepa; > — yKazaHbl PEKOMEHOBaHHbIE 103bl, KOTOPbIE NALMEHT NPUHUMAN HeperynapHo.

B 11 net 2 mec BbisBIIEHbl NOOKOXKHbIE KAJIbUUHAMbI
8 npaseoli s200uy4Holl o6nacmu, a3BeHHble AedeKTbl Nocie
MX YaCTMYHOrO CamoMpPoOu3BONIbHOrO BCKpbiTUA. MMpu Y3
He OOHapy»eH HabaaBLWNINCA paHee KOHKPEMEHT NpaBon
MOYKY; B 0611aCTV MOLLIOHKM KasibLMHaT coXpaHseTtcs (Tabn. 1).

B 12 ner 5 mec B nepuog rocnuitanvsaumu, NOMMMO
€XerogHo MOBTOPSABLUErOCA YLTPA3BYKOBOIO U PEHTIEHO-
nornyeckoro o6cneoBaHUN C LeNiblo MOMCKA KasbLMHATOB,
npoeefeHbl MPT ronoBHOro mosra u ob6nactu runodusa,
a TakXKe roOpMOHANIbHOE MNCCNIefOBaHEe — MaTONOMMUYECKX
n3MeHeHun He BbiaBneHo (MOP — 1 127 ur/mn (N 95-460),
nponaktmH — 271 MKME/mn (N 45-375), TTT — 2,3 MmKME/mn
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(N 0,5-6,0), c8T4 — 17,3, nmonb/n (N 10,3-24,5)). No aaHHbIM
Y3W, KanbunHAT B MOLLIOHKE — 6e3 CyLLeCTBEHHOWN AMHaMu-
Ku. Mocne BbisiBNeHNA BblpaxeHHoro feduunta 25-OH-BurTa-
MurHa [ (Tabn. 1) 6bina pekomeHAoBaHa Tepanusa npenapara-
MUy HaTMBHOro BuTamuHa [ 8 go3e 1000 ME, koTopyto nauueHT
nepuoanyecKku Nosnyyan B TeueHue cnegyowmx AByX ner.

B 13 ner 3 mec oTMeyeHO Hayano MOJSIOBOrO CO3peBa-
HUA — NPKY OCMOTPe COOTBETCTBYET CTaaun TaHHep 2, TecTu-
Kynbl no 10 mn. OTMeueHO yeesnuyeHue Yuc/1a KalbyyuHamos
Ha nuye (no6, weku, NoadbopoaoK, YLWHbIE PAKOBKHbI) —
B MeCTaXx, TUMUYHbIX A4J1A IoHOLLEeCKoro akHe. o gaHHbiM Y3,
B MOLLOHKe OOHapy»KeH elle oAvH KanbumHart (tabn. 1).
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PucyHok 1. KanbuunHaTbl Ha IokTe B 4 1 10 mec (npu nepBom obpalleHnn) (A); Ha NOKTe, Npeaneybe U TafoHHON NOBEPXHOCTU KUCTW B 14 neT
(mo HazHaueHuA rnnodochatemmueckon Tepanum) (b) n B 17 net (Ha doHe perynsipHoi runodocdatemuyeckoii Tepanun) (B).

B 14 net 3 mec KanbLMHATbl COXPAHANUCH B MPEXHEM
konuyectee (puc. 16, 2b); oTMeueHoO nporpeccnpoBaHue
nosioBoro cospeBaHua (TaHHep 3, TecTuKynbl 12-15 mn).
B 06nacTM MOLWIOHKM COXpaHsATCA ABa KanbuuvHaTa. lNpo-
BeeHa [JeHCUTOMETPUA MOACHUYHOrO OTAena MO3BOHOU-
HUKa — BblfIBJIEHA Bblpa)keHHasA ocTeoneHmsa (Z-score -2,4),
pEeKOMeHA0BaHO MPOAOIKUTL NPUeM npenapaToB BUTaMU-
Ha [l B NOCTOAHHOM peXMme nop KOHTPONEM MoKasaTend
25-OH-ButamunHa [.

P93yl1bTaTbl MoJieKy/iApHO-reHeTU4YeCcKoro nccienqoBaHusa
B Bo3pacte 6 netr npoBefeHO MOJIEKYNAPHO-TeHe-
Tnyeckoe uccnepoBaHue (naHenb Ampliseq_Rickets —
reHbl FGF23, PTHR1, CASR, SLC34A1, ATP6V1B1, SLC9A3RI,

SLC34A3, CYP24A1, ATP6V0OA4, GALNT3, ALPL, PHEX,
CYP27B1, LRP5, DMP1, VDR, KL, CYP2R1, ENPP1, CLCNS,
CLCNKB, SLC2A2, ob6uee nokpbitve 98,5%) — naTonoru-
YeCKM 3HAYMMbIX HapyLWeHUN HYKNeoTUAHON nocnefoBa-
TE/IbHOCTU He BbIABNIEHO.

Mo gaHHbIM CEeKBEHUPOBAHMA 3K30Ma NaumeHTa (B BO3-
pacte 14 neT), BbiiBIeHa roMO3UroTHaa myTauua p.E1200K
B reHe SAMD9 — BapuaHT HeonpeaeneHHOW KNUHUYECKON
3HauMMoCTn (MyTauum reHa SAMD9 onucaHbl Npyu HOPMO-
docdatemnueckom cememHOM OMyXOSIeBOM KasibLMHO3e);
B reHe GNAS B NHTpoHe 11 BbiAB/IEH reTepO3nroTHbIN Bapu-
aHT €.971-54C>A (BOMrHaHTHble MyTaumu reHa GNAS onu-
CaHbl NP NPOrpeccrpyioLlen reTepoTonuyeckon occrudu-
Kauun).

Mpobnembl 3HAOKPUHONOrMN 2026;72(4):70-79

doi: https://doi.org/10.14341/probl13713

Problems of Endocrinology. 2026;72(4):70-79



74 | MNpob6nembl 3HAOKPMHONOrMM / Problems of Endocrinology

KINUHUYECKII CINYYAN

PricyHOK 2. KanbLuHaTbl Ha TbiNIbHbIX MOBEPXHOCTAX KUCTEN 1 KONeHsX B 9 NeT (A); Ha TbiNIbHbIX MOBEPXHOCTAX KUCTEN A0 Ha3HaYeHNA
runodocdatemmyeckoi Tepanun B 14 net (b), Ha poHe HeperynapHoro nprema runopocdaremmyeckmx npenapatos B 16 net (B) u B 17 net Ha poHe
perynapHoi runodpocdatemmyeckoin Tepanum (I).

Y maTepu 1 0TLa NaLMeHTa NPpu CEKBEHMPOBAHUM 3K30Ma
B reHe SAMD9 (NM 017654.4) B 3Kk30He 3 BbISIBJIEH reTepO3U-
roTHbI BapuaHT ¢.3598G>A:p.E1200K. Y maTtepu naumeHTa
B reHe GNAS (NM 000516.7) B UHTPOHe 11 BbiAABNEH reTepo-
3MTrOTHBIN BapuaHT c.971-54C>A.

OnddepeHuymanbHbI AarHo3

MpoBeaeHHOE KNNHUKO-abopaTopHoe o00c/enoBaHne
B TEUEHVE BCEro nepuoga HabnogeHus no3BoANIO UCKII0-
unTb Hanboree pacnpPOCTPaHEeHHbIE MPUYMHbI KaNlbLiMHO3a —
HapyLeHus Kanbuuii-ochopHOro obmeHa 1 BTOPUYHBIN
KasbLMHO3 KOXW Ha (OHE XPOHMYECKVX BOCMANUTENbHbIX
3aboneBaHuii. [Jo nonyyeHns pe3ynsTaToB MONEKYNAPHO-Te-
HEeTUYECKOro NCCNeAOBaHMA ANArHO3 TPAKTOBANCA KaK Ugno-
NnaTUYeCKNin KanbLMHO3 KOXMU, a MOc/ie — Kak Hopmodocda-
TEMNYECKNIA CEMENHBIV OMyXOJeBbIN KanbLMHO3.

JleueHune

B 14 net 3 Mec C Lenbio CHMKeHMA YpoBHA docdopa na-
LMeHTY Oblnl pEKOMEHA0BaH NPUEM aNiOMUHUA TMAPOKCUAA,
Ha QpOHe Tepanumn KOTopbIM NMocsie BbIMMCKM U3 CTalMoHapa
OTMeueHo CHuXeHue ¢pocdopa go 1,2 mmonb/n, a B Aanb-
HelleM — BHOBb NoBbilweHue Ao 1,8 mmonb/n (Tabn. 1).

B 15 neT 4 mec Ha $oHe AanbHeNLEro NPorpeccupoBa-
HUA nonoBoro cospeaHusa (TaHHep 4) coxpaHsaeTca 6onb-
LLOE KONMNYECTBO KaJIbLIMHATOB, B TOM YMCJe Ha ile — B 06-
NACTAX, TAMMYHBIX ANA IOHOLECKOro akHe. MNpu npoBeageHnn
3X0Kapanorpadnyeckoro nccneqoBaHnsa BbliBIEHO HepaB-
HOMepHOe YMIOTHEHE KiarnaHa JIero4YHoON apTepuu, He no-
3BOJIAIOLLEE NCKITIOUYNUTDL HaNMUMe KanbLHaTa.

HecmoTpsa Ha pekoMeHOOBaHHbI NpueM anioOMUHNUA TW-
ApOoKCKAa, NPy NMOCTYM/IEHNW B CTalMOHap BbISB/IEH MOBbI-

LLEeHHbI ypoBeHb dpocdopa 1,74 MMONb/N, UTO OOBACHAETCA
HeperynapHbiM npuemom npenapata. C UeNiblo CHUKEHUS
YypOBHsA pochopa BpauebHOM KoMUCCHEN ObIIO MPUHATO pe-
LLUEHME O Tepanuy NpenapaTom runopochaTeMmnyeckoro aen-
CTBMA ceBenlamep B HauanbHou gose 400 mr 2 pasa B CyTKM.
B nepuop npebbiBaHUA B CTaLMOHAPE MO KOHTPOJIEM MOKa-
3atenen Kanbumin-pocpopHoro obmMeHa NpoBOAMIOCh NOCTe-
neHHoe yBennyeHne Jo3bl cesenamepa go 800 mr * 3 pasa
B CyTKW. Tepanus ceBelaMepom npekpaLleHa naurMeHTom ca-
MOCTOATESIbHO Yepe3 2 MmecsALa NOC/Ie BbINMMCKA N3 CTalMOHa-
ppa B CBA3M C >Kafiobamu Ha MblLLIEYHYO C1IAaboCTb.

B 16 neTt BCe paHee BbIABNIEHHbIE KaNbLMHATbl COXpa-
HATCcA (pnc. 2B, 3B, 4b-T). HecmoTpAa Ha HeperynsapHbIn
nprem npenapartos runodpocdateMmyeckoro AencTemA, oT-
MEUYEHO BI3yaJIbHOE YMEHbLUEHME Pa3MepPOB KaslbLMHATOB
Ha KUCTAX M pa3mepa KasbLMHATa B MOLLOHKE MO AaHHbIM
Y3W (1abn. 1). C yueTom *anob nauumeHTa peLeHo Kombu-
HUPOBaTb MPUEM TMAPOKCUAA aNOMUHUA YTPOM U AHEM
(no 1 cawwe) c BeuepHUM NprieMom cesenamepa 800 mr.

Ucxop n pesynbrathl nocnegyolero HabnogeHus

B 17 ner 3aduKcMpoBaHO 3HAUWTESIbHOE BU3yasib-
HOE YMEHbLUEHME KOMYecTBa M pPa3MepoB KasbLUHATOB
(pnc. 1B, 2I, 3B). B TeueHune roga He oTMevanocCb 3NM3040B
rHOMHOrO BOCMaNeHMA KanbLuHATOB. lMaumeHT cBA3an ynyu-
LIeHVe C perynspHbIM nprieMom Tepanuu. Npu obcnefoBaHm
OTMEUEHO CHIXeHMe YPOBHs $hochopa; COXPaHANMUCH KabLiv-
HaTbl B MOLLOHKE; 3XOKapAnorpaduyeckme nprusHakm BO3MOX-
HbIX MUKPOKasbLIMHATOB B CTPYKTYpax cepgua (tabn. 1). C ue-
Nbl0 JasibHENLIEro nofaBsieHnsi 06Pa3oBaHMs KanbLMHATOB
peKkomMeHZOoBaH Nprem ceBenamepa B fo3e 1o 3200 mr/cyT noa
KOHTpOJeM NoKasaTenei Kanbuuin-pocpopHoro oomeHa.
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PucyHok 3. PeHTreHorpammbl kuctein B 9 net (A) 1 16 neT (B); komnbloTepHasa Tomorpamma Kuctei B 17 net (B).

OBCYXXAEHUE

STtnonorunsa onyxosieBoro KajibLjulHo3a KoXu

MNepBoe onncaHne cemenHOro onyxosieBoro KaabLUnHO-
33 Nop Ha3BaHMEeM «KanbUUOULUMPOBAHHDLIA SHOOTENMNIA»
(endotheliome calcifié) oTHocuTca K 1898 .  NpUHaANEXUT
¢dpaHuy3ckum gepmatonioram Giard M.H. n Duret A. Mo3a-
Hee, B 1935 r., HemeuKkuin aepmatonor Tseutschlaender O.
NpoaHanu3npoBan CePU0 KINHUYECKNX CJyYyaeB 3TOrO
3ab0neBaHNA U Ha3Ban €ero «IMnoKanabLHOIPaHyNo-
maTo3» (lipocalcinogranulomatosis). B 1943 r. Inclan A.
C COaBT. ONMCanu KaibLUMHO3 B aMepPrKaHCKON nutepaTtype
N OTOENUIN 3TO BPOXKAEHHOE 3abosieBaHMe OT MOXOXKMX

MNpo6nembl s3HAOKpUHONOrnK 2026;72(4):70-79

doi: https://doi.org/10.14341/probl13713

Mo KIUHUYECKUM MPOSBNEHNAM NPUOOPETEHHBIX COCTO-
AHUN, 3aKPenuB 3a HMM Ha3BaHWE «OMYyXOMeBbIN KanbLy-
HO3» [2].

B 1996 r. Smack D. ¢ coaBT. npoaHanu3MpoBanu onu-
caHuA 121 naymeHTa C KanbLMHO30M, BbIAENUB Cpefn HUX
MepBUYHBIA (MAMONATUYECKNIA) U BTOPUYHBIA (Ha ¢oHe
3abonieBaHNA, KOTOPOE MOIJIO CMPOBOLMPOBATL OT/IOXKE-
HuWe conen Kanbuwmsa). B 3aBucumoctn ot ypoBHa dpocdopa
B KPOBU MEePBUYHbIA KanbLMHO3 ObIN pa3geneH Ha ABa 3a-
6oneBaHna — runepoocdatemunueckuii ((COK) n Hopmo-
docdatemnuecknii cemenHbin KanbumHo3s (HCOK). bbino
npoaemMoHcTpmnpoBaHo, uto ana HCOK xapakTepHa mMaHu-
decTauua B nepBon aekage *xusHu (MaHudectaums NCOK
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PucyHok 4. PeHTreHorpammbl cton B 9 neT (A), koneHen B 16 net (b-T).
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BO3MOXHa BO BTOPOW AeKafe), 60/blUMHCTBO MaLUeHTOB
MPOXUBANO B TPOMUKax WaM cybTponuKax (nayueHTsl
¢ TCOK 6binn npenmyLlecTBEHHO adpPUKAHCKOro Mpouc-
XOX[eHus), 0ObIYHO OTCYTCTBOBA/ CEMENHbIV aHaMHe3 3a-
6onesaHua [3].

ICOK accouuunpoBaH ¢ myTaumamn B Tpex reHax: FGF23
(pakTOp pocta PprbpobnacToB 23, perynupyeT BbiBefeHME
docdopa c mouon), KL (aBnseTcs kopeuentopom ans FGF23)
n GALNT3 (kommpyeT rnmMkosunTpaHchepasy, OTBETCTBEH-
Hylo 3a rnukosunupoBaHue FGF23). Matonorua opgHoro
U3 HVX MOXET NPUBOAUTD K runepdpochatemn n sKTonuye-
CKOW Kanbuuoukaumm [2, 4.

HCOK xapakTtepusyetca OTCyTCTBMEM MeTabonnueckmnx
HapyLWeHNn 1 accoummpoBaH ¢ MyTaumamn B reHe SAMDS.
Ero pacnpocTpaHeHHOCTb 3HauuTeNnbHO HuXe, yem COK.
OnucaHbl eguHNYHble cembyn nauymneHToB ¢ HCOK cpean ne-
MEHCKNX eBpeEeB M pAf Crnopagnyecknx ciyyaes [5-7].

B 2006 r. Topaz O. c coaBT. Npy U3yyeHnn 8 NaunMeHToB
cHCOK n3 5 eBpencKknx cemein neMeHCKOro MPOUCXOXAEHNA
BbIAENNIN FOMO3UIOTHBIV MHTEpPBan B obnactn 7g21-g21.3.
B reHe SAMD?Y, pacnonoeHHOM Ha 3TOM Y4acTKe, Y NaLluneH-
ToB ¢ HCOK 6b1n BbIAIBNIEH rOMO3UTOTHBIN BapuaHT K1495E.
Kpome 3T1oro, npu obcnenoBarny 92 300poBbIX UL, B €B-
PelicKnX CeMbsX, UMMUTPUpPoBaBLLKX B M3pannb us iemena,
6b11 BbIfBNIEH 1 HOCUTENb JAHHOTO MATOreHHOro BapuaHTa
B reTepO3nroTHOM CoCToAHMM [5].

B 2008 r. Chefetz I. u coaBT. onucanu ABYx AN3UTOTHbBIX
6nm3Heuos ¢ HCOK, obycnoBneHHbIM KOMMayHA-reTepo3u-
rotHom myTaumenn SAMD9 (Kpome paHee onucaHHOro naTo-
reHHoro BapuaHTa K1495E, 6bin BbisiBnieH R344X) [6].

SAMDO (sterile alpha motif domain 9) — 310 unTonnas-
MaTnyeckmm 6enok, coctoAwmin ns 1589 aMMUHOKUCIOT,
SKCMPEeCCUPYIOWNACA BO BCEX TKaHAX, KpOME Mo3ra n Mmy-
CKynaTypbl nnoga. Ero akTUBHOCTb CHUXKEHa B Llenom page
Onyxosnen 1 accounmnpyeTca C yCuneHnem KnetouyHomn npo-
nudepaumm 1 nogaeneHvem anonTo3a. lNpegnonaraetcs,
yto SAMD9 yuacTByeT B perynaumm BOCMaNIeHNA B KOXe,
B YaCTHOCTU KOHTPONUPYET amnonTo3, WHAYLMPOBAHHbIN
dakTopom Hekpo3sa onyxonu anbda (PHO-a) [6].

MyTtauun B SAMD9 6biny onucaHbl Takxke npu page
OHKOJIOTMYECKMX 3ab60NeBaHUN U NEPBUYHBIX UMMYHOZE-
bUUUTHBIX cocToAHKAX. B UacTHOCTW, OHM MPUBOAAT K pas-
BuTnio MIRAGE-cuHgpoma (Myelodysplasia (muenogncnna-
3us), linfections (nHbekumm), Restriction of growth (nedexr
pocta), Adrenal hypoplasia (runonnasma Hagno4YeuyHVKOB),
Genital phenotypes (HapyweHue dopmMupoBaHus nona),
Enteropathy (sHTeponatus)) [8, 91.

Hawemy nauneHTy BbIMNOIHEHO CEKBEHWPOBAHUE 3K-
30Ma, NO pe3ynbTaTamM KOTOPOro BbIABIEH FOMO3UTOTHbIN
BapuaHT p.E1200K B SAMD9, Torga kak y oboux popgute-
nen 3TOT BapuaHT Ob6HapyXeH B reTepo3UroTHOM COCTO-
AHUN. Takas KoHUrypaumsa COOTBETCTBYeT ayTOCOMHO-
peueccMBHOMY TWMY HacllefoBaHMWA, XapakKTepHOMY AnA
SAMD9-accouunmnpoBaHHbix ¢opm HCOK, ogHaKo KOHKpeT-
HbI BapmaHT p.E1200K B gocTynHbix 6a3ax 1 ny6nmkaumax
He OMKMCaH KaK NaToreHHbIN 1 B HaCToALLee BpeMaA Knaccu-
buLmpyeTca Kak BapuaHT HeonpeaeneHHOro KIMHNYeCKo-
ro 3HauyeHua (VUS). YunTbiBas Bblpa)keHHYI0 KNUHNYECKYIO
KapTUHY C MHOMECTBEHHbIMW KanbUMHAaTaMU U PaHHUM
HayasnoM 3aboneBaHnA, COBOKYMHOCTb AaHHbIX NO3BONAET
paccmaTpmBaTb BbIABNEHHbIN BapuaHT SAMD9 Kak Bepo-
ATHYIO Fr€eHETNYECKY0 OCHOBY 3aboneBaHusA, XOTA OKOHYa-
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TefibHaA Banuauna ero NaToreHHOCTV TpebyeT HaKormse-
HUA JOMONHUTENbHBIX KIMHUYECKMX U GYHKLMOHANbHBIX
JaHHbIX.

Mommmo 3Toro, y naureHTa 6bin naeHTUULUPOBaH reTe-
PO3UFOTHBIN MHTPOHHbIN BapuaHT .97154C>A B reHe GNAS,
obHapy»eHHbI TakKe y MaTepu. MaTtoreHHble GNASMyTa-
LMK NpU NPOrpeccupyioLLeil reTepoTonmyeckon occnduka-
unn 1 gpyrnx GNAS-accoLMMpPOBaHHbIX CUHAPOMAxX OOblu-
HO 3aTparnBalT KOAUPYIOLME YYaCcTKM UM KaHOHUYeCKme
CnianccanTbl U NPUBOAAT K UHAKTUBMPYIOLMM N3MEHEHN-
Aam Gsa. OnmncaHun BapuaHTta c.97154C>A Kak naToreHHoro
B InTepaType HeT, a OTCyTCTBUE TMnNuYHbIX GNAS-accoumm-
POBaHHbIX GEHOTUMNYECKMX NPOABAEHUNA Y MaTepPX NO3BO-
nAeT pacueHnBaTb AAHHbIN BapuaHT Kak VUS ¢ BepoATHO
HU3KOW K/IMHWYECKOM 3HAaUYMMOCTbIO B KOHTEKCTE NpeaCcTaB-
NEHHOro crnyyas.

JleyeHmne onyxosieBoro KajibLiulHo3a KoXu

HCOK 06bI4HO KnvHMYeckn maHubecTrpyeT B nepsble
rogbl >ku3Hu. NosaBNEHUIO KaNbLMHATOB NpeLwecTBYeT pas-
BUTME BOCMANIUTENbHbBIX 3JIEMEHTOB (0ObIUHO BCleAcTBME
TpaBMaTM3aLuK), Ha MecTe KOTOpbIX ObICTPO obpa3sytoTcs
KanbundrLMpoBaHHbIE Y3eSIKK, KOTOpble MOryT U3bA3-
BIATbCA, MPUBOAA K dBaKyaLMn COOEPKMMOrO, BHELLIHE Ha-
nomuHatowero men [10].

K Haubonee TMNMYHbIM MecCTaM fOKanu3auuu Kanb-
LMHATOB OTHOCAT BEPXHIOI KOHEYHOCTb (Mneyo, NOKOTb)
1 6eapo. Takke OHM MOTYT pacnonaratbca B obnactu cnu-
HaNlbHbIX OTPOCTKOB, BOKPYI HVXe-YeNoCTHOro CycTaBa
1 MeNKMX CYCTaBOB KMUCTEN 1 CTOM, @ TaKXKe B MOAKONIEHHON
amke [2].

MpegnonaraeTcs, 4To B NaToreHe3e o6pa3oBaHUsA Kasb-
LUMHATOB BEAYLLYIO POJib UIPAET XPOHUYECKasa TpaBMaTun3a-
UK 1 TpaH3uTopHas runepdochatemus [4].

Tepanusa HCOK B 60nbluMHCTBE ClyyaeB paccMaTpuBa-
eTCcA C yyeToM OnbiTa fieyeHns 6onee pacnpoCTpaHeHHbIX
BapVaHTOB 3ab0eBaHNA — BTOPUYHOTO KasbLIMHO3a KOXU
npy peBmaTuueckmx 3abonesaHusax u FCOK. Xupypruue-
CKOe JieueHre MNo3BONsET M36aBNATbLCA OT KasbLUHATOB,
HO He npefoTBPalLaeT PEUVAUBbI M MOXET MPUBOAUTbL
K TaK/M OCJIOXKHEHWAM, KaK No3fHee 3axuBreHve, popmu-
poBaHue CBULLEN M KAapMaHOB, BTOPUYHOE UHOULMPOBA-
Hue [10, 11]. B KauecTBe anbTepHATUBHOIO MeTofa Npea-
naraetca mukpouronbyataa Tepanusa [12]. CywecTByet pag
ny6nmMKauuin, AeMOHCTPUPYIOLWNX YMEHbLUIEHNE BTOPUYHOTO
KafbUMHO3a KOXMW MNPV MECTHOM MPUMEHeHUW npenapa-
TOB HaTypanbHbix Macen [13], Tnocynbdata Hatpus [14, 15]
1 nupocynbduTa HaTpus [11] B cCOUETAHN C XUPYPIUYECKIM
yOaneHnem 1 3KCTPakoprnopanbHOW YAapHO-BOHOBOW Nn-
ToTpUncuen [16].

Mpu BTOPUYHOM KaJslbLIMHO3E KOXW Takxe obcykpaa-
eTCA Ha3HaueHue pasfINYHbIX MPOTMBOBOCMANNTENbHbBIX
npenapaToB, GJIOKAaTOPOB KanbLMEBbIX KaHANIOB, KOJIXM-
uuMHa, BapdaprHa, puTykcumaba, TodauntuHuba [1, 17].
Bbl10 NPOAEMOHCTPUPOBAHO, UTO MPUMEPHO Y MOJIOBUHDI
MaLueHTOB C BTOPMYHBIM KaNbLMHO30M Ha $OHe peBmaTu-
yecknx 3aboneBaHuin 3¢ GeKTMBHO HazHaYeHne bucpocoo-
HaToB [1, 18].

Ins neveHus INCOK B KauecTBe Hambonee nepcnekTus-
HbIX O0OCYX[AlTCA TepaneBTUYECKME METOAbl CHUXEHWA
ypoBHsa ¢ocdopa B KpoBu. C 3TON LiENbI0 BO3MOXHO Orpa-
HUYeHne noTpebneHns docdopa C NULEN U NMPUMEHEHME
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npenapaToB, CMOCOOCTBYIOLIMX CHUXEHMIO YPOBHA docdo-
pa — rMapoKcKaa antoMrHUs, ceBenamepa, KapooHaTa naH-
TaHa 1 auetanoamuga. CywecTByeT MHEHME, YTO TaKoe Je-
yeHue naToreHeTNYECKN 060CHOBAHO He ToNbKo npu MCOK,
Ho 1 npu HCOK [4].

B 2021 r. 6b11 oNy6MKOBaH KIMHUYECKWIA Cilyyali € Mno-
NOXXUTESIbHBIM OMbITOM MPUMEHEHUS CEBEflaMepa B [03e
400 mr B TeueHme 6 mecAaueB y 14-neTHero naumeHTa ¢ MHO-
KEeCTBEHHbIMM KanbLMHaTaMn B OOMacTU MOAMbILLEYHON
BMaavHbl, KoneHa v wen [19].

OCO6eHHOCTbIO HALIEro MauueHTa ABMAETCA Hanuuue
MHOECTBEHHbIX KaflbLiMHATOB He TOJIbKO B MeCTax TpaBMa-
TU3auum (KOHEYHOCTN), HO 1 B MeCTax YrpeBow Cbinu (M1uo),
a TaKkXke 0COHBEHHO aKTMBHOE MPOorpeccupoBaHue 3abonesa-
HUA B Mepuog NosioBOro CO3peBaHus.

Crapasncb He NPoOBOLMPOBaTb 06pa3oBaHMe HOBbIX Kaslb-
LUMHATOB, Mbl AJINTENIbHOE BpeMsA u3berany HasHauyeHus
npenapatoB BuTamumHa [l. Ha ¢oHe peduunTa ButamnHa [
1 NOCTOSIHHOW NoTepu Kanbuma u docdopa y Halero naum-
€HTa BbIABJIEHA BblPaXKeHHAs OCTEOMNEHMSA, XOTA B ONUCAHUN
KnuHuyecknx cnydyaes HCOK He coobuiaetca o passutuu
0CTEONopo3a y NauueHToB [5, 6], uTo TpebyeT JanbHenero
HabnogeHus.

MpepnoxeHHana B nybnukauum go3a cesenamepa 400 mr
B CyTKM [19] He no3Bonuna Hawemy nauMeHTy HOpmanms3o-
BaTb YpoBeHb ¢pochopa. [1ns ero CHMKEHWA B YCIIOBUAX CTa-
LuMoHapa TpeboBanncb CTaHJAPTHbIE [03bl, OObIYHO PEKo-
MeHAyemble B3POC/IbIM MaureHTam npu runepdocpatemmu
1,76-2,42 mmonb/n — no 800 mr 3 pasa/cyT [20].

YunTbiBasi yMeHbLIEHE PAa3MepPOB KasibLHATa MOLLIOH-
KU1 no gaHHbiM Y3U 1 BU3yanbHOe yMeHbLUeHWE KasbLUuHa-
TOB Ha KNCTAX, MOXHO CAieNaTh BbIBOJ, UTO aXe HeOoNbLLoe
CHWXeHue KoHueHTpauun ¢docdopa B KpoBWM MO3BONSAET
YMEeHbLNTb 06pa30BaHVie HOBbIX KalbLMHATOB.

SddeKkTMBHOCTL NPOBOANMON TEPANUM AUCKYTabesbHa,
OrpaHuYeHa Kak naoxow NepeHoCMMOCTbIO ceBeflamepa na-

KINUHUYECKII CINYYAN

LMEHTOM, TaK 1 HEJOCTaTOYHOW NPUBEPXKEHHOCTBIO K Jieve-
HMIO B TEYEHME MEPBOTO rofa Tepanuu.

Llenbio ganbHenwero HabnogeHna AAHHOro nalueHTa
ABnseTcA nogbop Tepanuu, KoTopasa Obl NO3BONUNA, He Mo-
BbILLAA PrYICKa OCTEONOpPO03a, YAep»K1BaTb ypoBeHb pocdopa
B paMKax pedepeHCHbIX 3HAYEHUN U YMEHbLUUTb Konuye-
CTBO U pa3mepbl KasbLIMHATOB.

3AKNIOYEHUE

OnNncaHHbIN KNMHUYECKNA ClyYya eMOHCTpUpYeT na-
LMeHTa C Ype3BblUaliHO pefKmm 3aboneBaHmMeM, HOPMOdoc-
baTeMnyecKnm cemenHbIM OMyXoneBbIM KasibLiMHO30M, 06y-
CNoBJIeHHbIM MyTaumaMu reHa SAMD9. 3To nepsoe B Poccum
onucaHve naymeHTa C JaHHbIM AMarHo30M, NMOATBEP>KAEH-
HbIM MONEeKyNAPHO-TeHeTnYecKn. ToyHaa MoCTaHOBKa Au-
arHo3a Mo3BOMWNA BbIABATb NMAaTOreHeTUYECKUN MeXaHU3M
06pa3oBaHVA KanbLMHATOB 1 NPeasIoK1Tb BapuaHTbl Tepa-
nmu.

AONOJIHUTENIbHAA UHOOPMALINA

UcTtouHukn ¢puHaHcmpoBaHuA. PaboTa BbiMOHEHa MO MHMLUMATHBE
aBTOpPOB 6e3 npuvBneyYeHrs GUHAHCUPOBaHMS

KoH}nuKT nHTepecos. ABTOpbI fieKnapripyoT OTCYTCTBIE ABHbIX UMO-
TeHUMaNbHbIX KOHPNVKTOB MHTEPECOB, CBA3aHHbIX C COflepXaHneM HacTo-
SLeNn cTaTbl.

YyacTtue aBTOpOB. Bce aBTOpPbI 0A06pUNM GUHANBbHYIO BEPCUIO CTaTb
nepep nybnvkauyuer, Bbipasuan cornacme HeCTM OTBETCTBEHHOCTb 3a BCe
acneKTbl paboTbl, NOAPa3yMeBaloLLYIO HafJieXallee n3yyeHne 1 pelueHne
BOMPOCOB, CBA3AHHbIX C TOYHOCTbIO UM AOOPOCOBECTHOCTbIO NH06OI YacTn
paboTbl.

Cornacue nauueHTa. MaumeHT 1 ero pogutenb AO6POBOSILHO NOAMM-
canu MHPOPMUPOBAHHOE CoracKe Ha NybnmKaLuuio nepcoHanbHoOM Meaw-
LMHCKON nHPopmaummn B obesnnyeHHon dopme B >KypHane «[pobnembl
SHAOKPWHONOMMY.
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