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PEAKUIA CNYYAN COYETAHUA CUHAPOMA MHOXECTBEHHbIX SHAOKPUHHDbIX
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HEOMJIA3UIA N BPOXXAEHHOW AUCOYHKLIUN KOPbl HABNOYE4YHNKOB
Yy OAHOIo NAUMEHTA

© A.C. boHgapeHko*, E.O. MamegoBa, »K.E. benas, 'A. MenbHUYeHKO

HaunoHanbHbIN MeANLMHCKUI NCCIe[oBaTeNIbCKMIA LeHTP SHAOKPUHoNorum, Mocksa, Poccua

CVHAPOM MHOXECTBEHHbIX SHAOKPUHHbIX Heonnasun 1 Tuna (M3H-1) n BpoxxaeHHasa gncdyHKLMA KOopbl HAAMOYEUYHUKOB
(BOKH) saBnatoTca pegknmm MOHOreHHbIMU HacNefCTBEHHbBIMW SHAOKPUHOMNATUAMN C pacnpOoCTPaHEeHHOCTbIO 1-9 cnyyaeB
Ha 100 000 n 9-15 cnyyaes Ha 100 000 cooTBeTcTBEHHO. MOH-1 CMHAPOM XapaKTepu3syeTca pa3BUTMEM MHOKECTBEHHbIX
onyxonemn 3HAOKPUHHBIX U HESHOOKPUHHBIX OPraHoOB, B TOM UKCe OKONOLWMTOBUAHbIX »enes, ageHorunodrsa n gyoaeHo-
naHKpeaTyeckon obnacTu, COCTaBNALMX KNaccuueckyto Tpragy 3aboneaHusa. BIKH cBA3aHa c Hanmumnem reHeTnyeckux
nedekToB PepMEHTOB 1 TPAHCMOPTHbIX OENKOB, YYaCTBYIOLWMX B CUHTE3e CTEPOUIHBIX TOPMOHOB KOPbl HaANMOYeUYHKOB.
B uenom, cnyyam coueTaHmA ABYX HaceCTBEHHbIX 3ab01eBaHMI Y OfHOTO NauMeHTa BCTPeYatoTca KpaliHe pefko. B ctatbe
npefcTaBneHo onucaHne KNMHUYECKoro ciy4vas codetaHna MIH-1 ¢ Tpema Knaccuyeckummn KomnoHeHtamu n BAKH, uto,
YUUTbIBAA HN3KYIO YaCcTOTY BCTPeYaemMocTy 06onx 3aboneBaHuii, npefcTaBnaeT HayuHbI nHTepec. [lo HacToALero MoMeHTa
B NInTepaTtype Obin onrcaH BCEro ofivH NOXOXU cydai. Kpome Toro, B paboTte o6cykaaeTcA natoreHeTuyecky obycnosneH-
Hoe coueTaHve BpoXAeHHOM ANCHYHKLUMU KOPbl HAIMOUYEYHUKOB U CHAPOMa nepca-faHnoca, B aHrNoA3bIYHOW NUTepaTy-
pe n3BectHoe nog Ha3BaHnem CAH-X cuHpgpoma.

KJTKOYEBbIE CJIOBA: cuHOpOoM MHOXecmeeHHbIX SHOOKPUHHbIX Heonniasuli 1 muna; 8pox0eHHas oucyHKYus Kopel HaonoyeyHukos; MENT;
CAH; CYP21A2.

A RARE CASE OF CO-OCCURRENCE OF MULTIPLE ENDOCRINE NEOPLASIA SYNDROME
AND CONGENITAL ADRENAL HYPERPLASIA

© Axenia S. Bondarenko*, Elizaveta O. Mamedova, Zhanna E. Belaya, Galina A. Melnichenko

Endocrinology Research Centre, Moscow, Russia

Multiple endocrine neoplasia type 1 (MEN1) and congenital adrenal hyperplasia (CAH) are rare monogenic hereditary endo-
crinopathies with a prevalence of 1-9 cases per 100,000 and 9-15 cases per 100,000, respectively. MEN1 is characterized by the
development of multiple endocrine and nonendocrine organ tumors, including parathyroid, pituitary, and duodenopancreatic
neuroendocrine tumors (NETs), which constitute the classical triad of the disease. CAH is associated with genetic defects in en-
zymes and transport proteins involved in the synthesis of adrenal cortical steroid hormones. Overall, cases of the combination
of two hereditary diseases in one patient are extremely rare. In this article, we describe a clinical case of the combination of
MEN-1 with all three classical components and CAH, which, taking into account the low prevalence of both diseases, represents
scientific interest. To date, only one similar case has been described in the literature. In addition, the paper discusses the patho-
genetically determined combination of CAH and Ehlers-Danlos syndrome, known as the CAH-X syndrome.

KEYWORDS: multiple endocrine neoplasia type 1; congenital adrenal hyperplasia; MEN1; CAH; CYP21A2.

AKTYAJIbHOCTb

HacnepcTBeHHble SHAOKPMHOMNATUM COCTaBNAT 0bWwnp-
HYI0 FeTepOreHHyio rpynmny 3aboneBaHWii, Ha AaHHbIA MO-
MeHT B 6a3e fgaHHbix OMIM (Online Mendelian Inheritance
in Man) nx 3apeructpnpoBaHo 0kono 200 HO30/10rNYeCKmX
egunHuny [1].

B naHHOM cTaTbe Mbl NpeacTaBAsAeM KIMHUYECKOe onu-
CaHWe KpalHe pefKoro coveTaHnAa CUHAPOMA MHOXECTBEH-
HbIX SHAOKPUHHBIX Heonnasum 1 Tmna (M3H-1) n BpoXkaeH-
HOW AMCPYHKLMM KOopbl HagnoyeuyHnkos (BAKH) y ogHoro
nauueHTa. [1o HaCTOALLEro MOMEHTa B iTepatype 6bin onu-
CaH BCEro OAUH NOoXoXun cnyyan [2].

CuHgpom M3H-1, Takke W3BECTHbIN KakK CUHAPOM
Bepmepa, ABNAETCA MOHOreHHbIM ayTOCOMHO-AOMMWHAHT-

HbIM 3ab051ieBaHMEM C PACNPOCTPaHEHHOCTbIO 1-9 cnyyaeB
Ha 100 000 HaceneHua [3]. B ocHOBe ero pa3BuTUA NEXUT
MHaKTUBMpYyowasa mytauma B reHe MENT, pacnonoxeHHoOM
Ha gnvHHOM nneye 11 xpomocombl (11q13), Kogmpyowem
6en10K MEHUH, YYaCTBYIOLUI B PErYISALUN KNETOUYHOTO 1 re-
HOMHOrO romeocTasa [4]. DeHoTUN-reHoTUNNYeCKan Koppe-
nAUMA B NINTepaType He onmncaHa.

[nAa gaHHOWM NaToNorMm XapakTepHO COYETaHHOe pas-
BUTUE OMyXOnen OKONOLWMTOBUAHBIX xene3 (90%), ageHo-
runodusa (30-40%) v gyopeHoMNaHKpeaTnyeckon obnactu
(30-70%), cocTaBnsOWMX Kraccuyeckyl Tpuagy 3abone-
BaHMA. Kpome TOro, B nutepatype onvcaHa BO3MOMXHOCTb
pa3BUTUA Y MaLMEHTOB OMyxosiell KOpbl HaAMoOYeYHUKOB
(40%), bpeoxpomounTombl (1%), KapLunHOMAOB 6POHXOB (2%)
n Tumyca (4%), konnareHom (70%), aHrnooubpom (85%),
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nvnom (30%), meHuHrom (8%) [5]. CuHapOM xapakTepusyeT-
CA BbICOKOW NeHeTpaHTHOCTbI0. K 50-neTHemy Bo3pacTy 6umo-
XVIMMYECKNE NposBeHUst 3aboneBaHna oTMevaloTcsa bosnee
yeM y 95% naumeHToB, a KIIMHUYECKNe CUMITOMbl — bonee
yem y 80%. bonbwmHcTBO M3H-1-accolmmpoBaHHbIX OMyXo-
nen ABNATCA O0OPOKAaUeCTBEHHbIMM, OJHAKO HENPO3HIO-
KPVHHbIE OMYXONu MOAKeNYyAOYHON »ene3bl 1 Nerkmx moryTt
obnafaTb BLICOKMM 3/10KaYEeCTBEHHBIM MOTEHLMANIOM, YTO
obycnoBnuBaeT 6onee HX3KyO, MO CpaBHEHMIO C obLenony-
NAUNOHHOW, NPOAOIMKUTENBHOCTL XMN3HNK (OKono 55 ner) [6].

B ocHoBe pa3sutna BOKH nexat ayTocomHo-peLeccms-
Hble reHeTnyeckue fAedekTbl MATY OCHOBHbIX GEPMEHTOB,
YyUyacTBYOLWMX B CUHTE3e CTEPOUAHbIX FTOPMOHOB B KOpe
HaAMo4yeyHUKoB, Takmx Kak 20,22-gpecmonasa (CYPT1AT),
21-rmppokcunasa (CYP21A2), 11B-rngpokcnnasa (CYP11BT),
3B-ruapokcucuctepougaerngporeHasa (HSD3B2) n 17a-ru-
apokcunasa/17,20-nnasa (CYP17A71) [7], a Takxke P450 ok-
cupopefykTtasbl, obecrneunBatoLlel nepeHoC 3MeKTPOHOB,
OT KOTOPOFO 3aBUCUT KaTanntmniyeckan aktuBHocTb CYPT7A1
n CYP21A2 [8] n StAR-npoTenHa, oCyLeCcTBAALWEro TpaHc-
NopT XosiecTepmnHa B mutoxoHgpum [9]. Ntoro, B 3aBUCUMO-
CTV OT VIMEILLUXCA HapyLleHun, onucaHo 7 popm 3abone-
BaHuA [10].

CornacHo faHHbIM KPYMHOMO 3NMAEMMONOrMYecKoro nc-
cnefoBaHMA, NpoBeeHHOro B [laHny, COBOKYMNHasA pacnpo-
CTpaHeHHOCTb cocTasnseT 15,11 9,0 cnyyaes Ha 100 000 nny
MEHCKOro 1 My>KCKOro nona cooTBeTcTtBeHHo [11]. bonbluan
pacnpocTpaHeHHOCTb B NEPBOM rpyrne, BEPOATHO, CBA3aHa
¢ GonbLIen YacTOTON AMArHOCTMKM HeKnaccnyeckux Gopm
BO B3pocsiom Bo3pacTe. Npu atom B 90-95% cnyvaes npwu-
UVHON ABNAIOTCA MyTauumu B reHe depmeHTa 21-rngpokcn-
nasbl [12]. OnucaHHaa B nuTepatype GpeHOTUN-reHoTUNK-
yeckas Koppenauus oObACHAETCS CTEMEHbID COXPAHHOCTU
aKTUBHOCTU ¢epMeHTa U1, COOTBETCTBEHHO, BbIPa)KEHHO-
CTbl0 HAAMOYEYHNKOBOW HEQOCTAaTOYHOCTH, B 3aBUCUMOCTU
OT Yero BbIAENAIT ABe Knaccuyeckne GopMbl: CONbTEpPso-
LLYIO 1 BUPWIIbHYIO, @ TaKXKe HeKnaccmyeckyto [13].

KnvHuyeckas KapTuHa 3aboneBaHUs BKIOYAET NpPOsB-
NeHNA HaamnoYeYHUKOBOWM HEeJOCTaTOUYHOCTW, BO3HUKalo-
Wwen BCNeACTBUE HapYLLUEHNA MPOAYKUMMW TIIOKO- N MUHE-
pPanoKopTUKOMAOB, U FMNepaHApOreHnn, pasBrBatoLLenca
13-3a N36bITOYHOM NPOAYKLUN He3a0NOKNPOBaHHbIX MOJIO-
BbIX CTepouoB. [MnepaHaporeHns y ManbymkoB NpoABAs-
€TCA roOHaJOTPONUHHE3aBUCUMbIM MPEXKAEBPEMEHHbIM MO-
NIOBbIM pPa3BUTUEM MO N30CEKCYaNIbHOMY TUMY, a Y AeBOYEK
pasnMYyHON CTEMeHbIO BUPWUAU3ALMM BIIOTb A0 GOpMUpPO-
BaHWA rnona no retepocekcyanbsHomy tuny [14, 15].

Knaccuueckre popmbl 3aboneBaHna pa3BuBatoTcs B CI1y-
yae NpakTMyeCcKn NOJSIHOW NOTepu akKTUBHOCTY 21-rnapok-
cunasbl (<2%). Hanbonee Taxeno npoTtekawowen ABNAeTCA
conbTepsAoLlan, CONPOBOXAANLWAACA KaK TMIOKOKOPTMKO-
VAHOW, TaK N MMHEPANOKOPTUKOUAHOWN HEAOCTAaTOYHOCTbIO,
NpuBOAALLEN B C/lyyae AEKOMMEHCaUUn K pa3BUTMIO COJb-
TEPAWNX KPU30B, OOYCNOBJIEHHBIX CHUXKEHMEM peab-
copbumm HaTpus B KaHanbLaX MOYEK, CHUKEHVWEM O6b-
eMa UMPKynMpyloLlen KpoBMW, apTepuanbHOro AaBneHuA
1 BblpaXXeHHbIM 06e3BOXIBaHNeM. OCHOBHbIE NMPOABIEHNSA
HaAMoYeYHMNKOBOW HEJOCTaTOUHOCTU NPY BUPWUISIbHON dop-
Me — MblleYyHaa cnabocTb, YTOMIIAEMOCTb, NMOTEMHEHUE
KOXXHbIX NMOKPOBOB, ABAAKLMECA CNEeACTBMEM HE[0CTaTOu-
HOCTU KopTu3ona. Heknaccuueckas ¢dopma passuBaeTcs
B CJlyyae, ey coxpaHeHo 20-50% akTMBHOCTM depMeHTa.

KnuHuueckne npossneHus oByc/iOBAEHbl NCKTIOUUTENIBHO
pa3BUTMEM FMNepaHAPOreHnn, B CBA3M C Yem H6onee Bbipa-
MKEHbl Y XEeHLUVH, B TO BPeMA Kak y MyXXuunH 3aboneBaHue
YyacTo npoTeKkaeT H6eccumnTomHo. Hanbonee pacnpocTpa-
HEHHbIMM CUMMTOMaMU ABNAIOTCA TMPCYTU3M, HapyLUeHWA
MEHCTPYaNbHOro UMKna, becnnogue, akHe [14].

OMUCAHUE CNYYAA

MauueHT b., 22 roga. PebeHokK oT 4 6epemeHHOCTU. MaTb
N CTapLas cecTpa KNMHNYeCKM 300POoBbl. [JoCTOBEPHbIX CBe-
JEeHNIN 0 COCTOAHNN 3[0POBbA OTLA HET.

M3 aHamHe3a n3BeCTHO, UTO B BO3pacTe 5 neT B CBA3M Cro-
HaJOTPOMNUHHE3AaBUCUMbIM TMPEXAEBPEMEHHBIM MOMOBbIM
CO3peBaHNEM MO U30CEKCYalbHOMY TUMY, 3aperncTpupo-
BaHHbIM MOBbILWeHreM YpoBHA 17-OH nporectepoHa y 60onb-
Horo 6bina 3anogo3peHa BAKH. B panbHelwem gunarHos
6bln NOATBEPXKAEH pe3yfibTaTaMy MOJIEKYNAPHO-TeHeTnYe-
CKOro aHanu3a: BbiiBeHa MyTauusa B reHe 21-rmgpokcuna-
3bl CYP21A2 (12spl/I12spl). C MOMEHTa NOCTaHOBKK AMarHosa
WHULUMNPOBaHa Tepanua rmgpoKOPTU3OHOM, Yepes 2 roga
B CBA3M C YBEIMYEHMEM aKTMBHOCTU PEHVHA Na3Mbl KPOBY
K Tepanuu 6bi1 fobasneH ¢nygpokoptrsoH. Ha ¢oHe neve-
HMA KNMHUYECKU 1 TabopaTOPHO ANUTENIbHO ONpefensnch
npu3HaKku KomneHcauumm 3abonesaHus. B 19 net 6bi10 BbisB-
NEeHOo 3Haummoe noBbiweHne yposHA 17-OH nporectepoHa
(mo 54,6 HMoNb/N), B CBA3M C YEM FMAPOKOPTM3OH Oblsl 3ame-
HeH Ha NpPeAHN30JI0H, MaKCMarnbHasa JO3MPOBKa KOTOPOro
Ha MOMEHT MOC/iegHen rocnuTanM3aunn coctaBuna 7,5 mr
B CYTKW.

YunTbiBaA [AMTENbHBIA MNPUEM  NIOKOKOPTUKOCTEPO-
ugos, B Bo3pacte 16 neT Oblia BbLINOSHEHA PEHTIEHOB-
CKaa [EHCUTOMETPUA, BbIABIEHO CHIVXKEHWEe MUHepasib-
HOW MJIOTHOCTWN KOCTHOWM TKaHu Ao -1,7 SD no Z-kputeputo.
B cnegyowem rogy, no pesynbtataM OLEHKM MoKasaTtenemn
dochopHo-KanbLmMeBoro 06mMeHa, 3apUKCUMPOBaHbI runep-
Kanbuuemus (2,68 Mmonb/n No pesynbTaTam OLEHKU YpOB-
HA  anbOyMUH-CKOPPEKTMPOBAHHOIO KanbuwA), runodoc-
¢daremna (P — 1,19 mmonb/n (1,45-1,78 mmonb/n)) Ha ¢poHe
HOPMarbHbIX 3HaYeHWI NapaTnpeongHoro ropmona (MTr —
43,58 nr/mn (15-65 nr/mn)), Ha OCHOBaHMM Yero yCTaHOBMEH
[VarHo3 «nepBUYHbIN rMnepnapaTnpeosy». 1o gaHHbIM ynbT-
pa3ByKOBOrO MCC/IeJ0BaHNA, BbINMOMHEHHOIO B pamMKax Tonu-
YeCKOWN AMArHoCTVKY, OMMCaHbl Xorpapuyeckrie Npr3HaKm
rMnepniasum obenx NpaebIX U JIEBOW BEPXHEN OKONOLWUTO-
BMAOHbIX »ese3. YunTbiBaA BO3PacT NaLMeHTa, C Lenbio yTou-
HeHVA NPUYMHBI 3a60N1eBaHNS NPOBELEHO MOJIEKYISAPHO-TE-
HeTUYecKoe WCCNefoBaHre, OOHAPYKeHa reTepo3nroTHas
MyTauma B reHe MENT (c.744C>G). MNpuHrMaa BO BHUMaHMe
He3HauuTenbHOEe MOBbIWEHNE YPOBHA KanbUMA CbIBOPOT-
KW KPOBM, OTCYTCTBUE MOBbLIWEHWA CYTOYHOWN KanbLUypun
(7,665 mmonb/cyT (2,5-8,0 MMOSIL/CYT)), MATKOE TeYeHUe 3a-
6oneBaHus, OT ONEPATVIBHOIO BMELLIATENbCTBA Obifo peLleHo
BO3JepXaTbcA. B TOM e rogy B pamMKax CKPUHMHra KOmmno-
HeHTOB MSH-1 cvHapoma 6biio NPOBeAEeHO KOMIMIEKCHOE
obcneposaHue. Mo pesynstatam MPT 3a6piolIMHHOIO Npo-
CTPaHCTBa C KOHTPACTNPOBaHMEM, B MOAXENYA0YHOW xefe3e
OnMcaHbl MHOXECTBEHHblE OObeMHble 06pa3oBaHuA, rune-
PUHTEHCUBHbIE Ha T2-B3BELEHHbIX U AUddY3NOHHO-B3BE-
LIEHHbIX M300pa)eHusx, pasmep HaubOJNbLIEro COCTaBWI
27x22x28 mm. Mo gaHHbIM TaGOPATOPHbIX aHaNU30B, ObITO
BbIABIEHO MOBbILLEHNE XPOMOrpaHuHa A, NaHKpeaTnyeckoro
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Tabnuua 1. luHamnka nabopatopHbIX NoKasaTenemn go 1 nocsie onepauum

Table 1. Dynamics of the laboratory parameters before and after surgery

3HauyeHune nocne

PedepeHcHblit HTepBan UcxopHoe 3HaueHne onepaTnBHOro
BMellaTeNbCTBa
XpomorpaHuH A, Hr/mn <108 137,8 53,3
nn', nr/mn <800 3256 1230
BUM?, nr/mn <280 410 30
[niokaroH, nr/mn <400 437 230
lacTpuH, nr/mn 13-115 22,4

MpumeyaHune: 1 — NaHKpeaTMyeckuin nonunenTua, 2 — Ba30aKTUBHbIA MHTECTUHANbHbIN NenTug.

Note: 1 — pancreatic polypeptide, 2 — vasoactive intestinal peptide.

nonunentuga (M), yTo NoaTBEPKAAET HEMPOIHAOKPUHHYIO
npupoay onyxonen. Kpome Toro, 6bi10 BbIIBNEHO HE3HAUU-
TesibHOe nosbileHre yposHei BUI u rntokaroHa, npu otcyT-
CTBMM KIMHWNYECKOWN CUMMTOMATMKU UX U36bITKa. YunTbiBas
pa3mepbl 00pPa3oBaHMI, BbICOKUA PUCK MX ManvrHU3auuu,
npoBefeHa KOPNopoKayaanbHasa pe3ekumsa NomxenyqouHom
»enesbl, CNAeH3KTOMUSA.

Pe3ynbTathl AnHaMmyeckoro nabopaTopHOro mccieno-
BaHWA MapKepOB HENPO3HAOKPVHHbIX ONyXxonen npeacTas-
NeHbl B Tabnuue 1.

Mpu rMcToNoOrMYecKkomM UCCNefoBaHUM onvcaHa mopdo-
nornyeckas KapTuHa MHOXKeCTBEHHbIX HEMPO3HAOKPUHHbIX
onyxonein nogxenynouHon xenesbl Grade 1 1 Grade 2 c no-
3UTUBHBIM VIMMYHOTMCTOXMMUYECKMM CTaTyCOM peLenTo-
poB comatocTaTHa 2A 1 5 noaTmnos.

JaHHbIX 32 pa3BuTME HapyleHWA 3HAO- W/WUAKN 3K30-
KpUHHOI QYHKLUM NOAXKeNy[OYHON »ene3bl nocie onepa-
LMW NONYYEHO He 6bIno.

Yepes 6 mecAueB npoBefeHO KoHTponbHoe [13T/KT
68Ga-DOTA-TATE, no pesynbraTam WCCNeAoOBaHUA Mpu-
3HaKOB MEeCTHOro peuuaviBa 3aboneBaHus, a TakXe peru-
OHAapHOrO 1 OTAANEHHOro MeTacTa3MpPOoBaHMA OMyXonu
He BbifAiBNEHO. [0 pekoMeHAauuMn oHKosora 6bina nHUUMK-
poBaHa Tepanua OKTPeOTMAOM MPOMOHIMPOBAHHOIO Ael-
cteua 30 mr B/m 1 pa3 B 28 fHel, KOTOPYIO NofnyyaeT [0 Ha-
CTOALLEro BpeMeHuU.

Mo gaHHbim MPT ronosHoro mosra, onncaHa MP-kapTu-
Ha SHAOCENAPHON MUKPOAaZeHOMbI rmnodursa pasmepamu

5x4 mm. Mo pesynbTatam nabopaTopHOro McciegoBaHus,
ropMoHasibHas akTMBHOCTb 00pa30BaHUs UCKIIOUEHa.

MauueHT NpoaoKaeT exerogHoe HabnogeHne B MTHL
PO OIbY «HMWL sHaokpuHonorum» MwuH3gpaBa Poccum.
Ha mMoMeHT nocnegHen rocnutanmMsauyumn yxygleHua Teye-
HMA 3aboneBaHNiA 3aperncTPUPOBaHO He 6b1o. Mo JaHHbIM
MPT ronoBHOro Mo3ra c KOHTPACTHbIM YCUIEHNEM, pa3Mepbl
afeHoMbl 6e3 cyllecTBEHHON ArHaMUKK. [IpU3HAKOB MoYe-
KaMeHHoW 6one3Hu, no pesynbratam Y3M noyek, He BbisB-
neHo. [lanbHenwero CHUWXXeHUA MUHepanbHOW MAOTHOCTU
KOCTHOW TKaHW, MO AaHHbIM PEHTFeHOBCKOW [eHCMTOMe-
TPUK, He 3aperncTpupoBaHo. Pe3ynbTatbl NMabopPaTOPHbIX
NccreoBaHUI NpeacTaBlieHbl B Tabnuue 2.

OBCYXAEHUE

B cTtaTbe npeacTaBfieH KNMHNYECKUI CilyYail coYeTaHnA
ZBYX MOHOTeHHbIX 3aboneBaHuin (M3H-1 n BOKH) y ogHoro
MauneHTa, YTo, yUnTbIBas NX PEAKOCTb, MpeacTaBsaeT Hayuy-
HbI MHTepec. Mo focTynHoM Ham nHbopMaunKy, y LAHHOTO
nauneHTa oba 3aboneBaHnA Pa3BUINCL Kak de novo, oco-
6EHHOCTU ero pa3BUTUA B MpPe- U MNOCTHATalbHbINA Nepuog
LOMNOAJIMHHO HEN3BECTHbI.

BbifBneHHas y nauueHTa MyTauma reHa 21-rupgpokcu-
nasbl (12spl/12spl) B 85% cnyyaeB npuBOAWUT K PasBUTMIO
conbtepsiowen Gopmbl 3aboneBaHua BCeACTBUE Bblpa-
eHHoro geduunTa Kak rfoKo-, Tak 1 MUHEepPanoKOPTUKO-
npos [16]. NMpumeyatenbHO, YTO MUHEPANOKOPTUKOMAHASA

Tabnuua 2. PeSyJ'IbTaTbI na6opaToprlx aHaNn30B, NoNy4YeHHble B TeYeHNe nocnegHen rocnuTanmsaymm

Table 2. The results of the laboratory tests obtained during the last hospitalization

Pesyn bTaT NauneHTa

Pe¢depeHcHbIN nHTepBan

17-OH nporectepoH, HMonb/n 19,92 0,6-11,8
AnbOYMUH-CKOPPEKTUPOBAHHDIV KaNbLniA, MMOJIb/N 2,42 2,15-2,55
ATr, nr/mn 62,85 15-65
Kanbuun B CyTOYHON MOYE, MMOSb/CYT 11,38 2,5-8
KpeaTuHWH, MKMonb/n 67 63-110
pCK®?2, mn/mMun/1,73m2 131

XpomorpaHuH A, Hr/Mn 24,7 <108
M3, nr/mn 612 <800

MpumeyaHne: 1 — NapaTropmMoH, 2 — pacyeTHas CKOPOCTb KITy6oUKOBOM GpUnbTpaLmu, 3 — naHKpeaTMyeckuii NonmnenTua.

Note: 1 — parathyroid hormone, 2 — estimated glomerular filtration rate, 3 — pancreatic polypeptide.
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KNUHUYECKIMI CNYYAW

He[O0CTaTOYHOCTb Y NaLmeHTa Obina AMAarHOCTMPOBAHA NNLLIb
CnycTa 2 roga nocne MHMUnaumm 3amecTuTeslbHOM ropmMo-
HaNbHOW Tepanuu rMIOKOKOPTUKOCTEPOUAAMM.

KnuHnyeckaa KapTUHa CUHAPOMA MHOMECTBEHHbIX 3H-
OOKPUHHBIX Heonnasum 1 Tvna y nauueHTa npeacraBnsAer
Knaccmyeckylo Tpriagy 3aboneBaHus: NMepPBUYHBIA runep-
napatnpeo3 (MIMIT) MArKOro Te4YeHUA C MHOXECTBEHHbIM
BOBJIEYUEHNEM OKOJNOLUTOBUAHBIX XKefe3, MHOXKeCTBEHHbIE
HOBOOOPA30BaHUA NOAXENYAOUYHOW Xesie3bl I FOPMOHarb-
HO-HeaKTNBHasA MUKpoadeHoMa runodusa.

MHOXeCTBEHHOCTb 1 aCMHXPOHHOCTb OMyXOJIEBOrO Mo-
paxkeHnsa opraHoB npu cuHapome M3H-1 obycnaBnusaet
BbICOKYIO YaCTOTYy peLMAuBOB MOC/ie OnepaTUBHOrO neyve-
HuA [17, 18], B CBA3U C YeM NaUMeHT OyaeT HyKAaTbCsA B Mo-
YKW3HEHHOM AMHAMNYECKOM HAbMioAeHNN C LeNblo OLEHKN
pemMuccrv 3a6oneBaHUs, a TakKe, YUNTbIBasA HanmMume nosu-
TUBHOTO MMMYHOTMCTOXMMMYECKOro CTaTyca peuenTopoB
COMaTOCTaTMHa, MOJlyYeHUM Tepanun aHanoramu comaTo-
CTaTuHa. [laHHble NPOBEAEHHbIX NCCNIefOBaHUIN CBUAETESNb-
CTBYIOT B NOJb3y 3P HEKTUBHOCTM TaKOW TepaneBTUYECKON
MHTepBeHUMN [19].

XoTs xapakTepHou ocobeHHocTbio MNITIT B pamkax M3H-1
CUHOPOMA SIBNIAETCA €ro ANvTeslbHoe GeCcCUMMTOMHOE WK
MasIOCUMNTOMHOE TeYeHNe C MATKOW CTEMeHbIO rmnepKanb-
LMeMnN, CTENEHb CHUXKEHNA MUHEPASIbHOWM NIOTHOCTM KOCT-
HOW TKaHW Y TaK/X MALVEHTOB KaK MPaBWIO BbilLe, YeMy 6011b-
HbIX CO criopaguuyeckummn popmamm 3aboneeanus [20, 21].
BO3MOXHO, 3TO CBA3aHO C PaHHUM Hayanom 3abosieBaHuA.
Mpn 3TOM BOCCTaHOBNEHME AAHHOTO MOKa3aTenA nocie Xu-
pypruyeckoro neyeHmsa xyxe [22], yto cosgaet npeanochbi-
Ku ana obcy>KaeHna BOMpoca O NPOBeAeHNM ONepaTUBHOIO
BMeLLaTeNbCTBa A0 Pa3BMTUA ocTeornopo3a [23]. BmecTe c Tem
B HacTosLLee BPeMA Y NaLUeHTa HET KIIMHNYECKN MaHUdeCT-
Horo MIMT (HopManbHbIN YPOBEHb KanbLMA 1 MapaTropmMoHa
B CbIBOPOTKE KPOBU U OTCYTCTBME OC/TOKHEHUIN CO CTOPOHbI
CKeneta M MNouyek), YTO npeanonaraer BO3MOXHOCTb KOH-
CepBaTMBHOIO HabnogeHus. B cnyyae npuHATMAA pelueHus
O XUPYPrMYecKoM feyeHnm, naumeHTy HeoGXoanMO yaane-
HUE BCEX OKOJIOLMTOBMAHBIX XKeNe3 ¢ HEM30eXHbIM Pa3Bu-
TMEeM TMMonapaTMpeosa, KOTOPbIN 3HAUWUTENIbHO YyXyALaeT
KaQueCTBO XM3HW 1 TaKXKe COMPAXKEH C OTAANEHHBIMU OCTOX-
HEHUSIMU C Pa3BUTUEM MOUYEKAMEHHOW 60JIe3HU 1 Kanbundu-
NAKCUW, a TaKXKe C MOBbILEHNEM PUCKA NePeIOMOB NPy HOp-
manbHon MK [24-27].

Onyxonu, npoayuupylowme MNaHKpPeaTUyeckuin nonu-
nentug, OTHOCATCA K rpynne HedyHKUMOHMPYIOWNX, TK.
He MMeIT KINHUYeCKnx npossneHun [28]. Mpn 3tom ma-
NUTHM3aUMA AyofeHOMaHKpeaTMyeCcKnx OMyXonen CynTa-
€TCA OQHOW M3 MMaBHbIX MPUUYNH CMEPTU CPEeAN MaLNEHTOB
¢ M3H-1 [29], nosToMy cornacHoO COBpeMEHHbIM PEeKOMEH-
Jaumam onepaTUBHOE NeYyeHne NokasaHo BCEM MaUUeHTaM
C HedYHKLUMOHMPYIOWUMI OMNyXonsamMu pasmepom 6Gonee
20 mm [28], xOTA pAag aBTOPOB peKOMeHAYyeT pacCMOTpeHMe
BOMpOCa BO3MOXHOCTM MPOBEAEHNA XUPYPrNYECKOro BMme-
LaTeNbCTBa YXKe Npy BbiABAeHUN onyxonein 6onee 10 mm,
B CBAI3M C TEM, YTO PUCK METACTA3MPOBAHUA A1 HUX 3HAYM-
TeNIbHO MPEBOCXOAUT TaKOBOW A1 ONyXONel MeHbLUMX pas-
MepoB (15-52 1 4% cooTBETCTBEHHO) [29].

BriepBble NpefcTaBieHHbIN Ciydali Gbl1 OnrcaH B 4OKTOP-
cKkom amccepTaumu Kapeson M.A. Mpur 3Tom aBTOp O6paLlaer
BHVIMaHWe ynTaTenen, 4to Hanuume y naynerta BAKH morno
NPVBECTN K OTCPOYEHHOWN AMArHOCTUKE BTOPOrO MOHOrEH-

Horo 3abonesaHua — M3H-1: anu3oabl HEYKPOTMMOW PBOTHI
B JaHHOM C/lyyae pacLeHVBaNuCb Kak NPOoABEHNE COonbTe-
PAIOLLMX KPU3O0B, HO HEMb3s UCKIIOUNTb, YTO MOV ObITb CBS-
3aHbl C Pa3BUTMEM BbIPa>KEHHOW runepKanbuuemMun y naum-
eHTa [30].

XOTA Mbl HE CMOMN HaWTW B iUTepaType AaHHble O BO3-
MOXXHOW MaTOreHeTUYeCKoW B3aUMOCBA3W [ABYX OMMCAHHbIX
coctosaHun, B 2020 r. Stanley M Chen Cardenas ¢ coasr. Bnep-
Bble Oncany 60/IbHOrO, POXAEHHOTO B 6/1M3KOPOACTBEHHOM
6pake, y KOTOPOro OLHOBPEMEHHO ObIN AVArHOCTUPOBAHDI
CVHAPOM MHOXECTBEHHbIX SHAOKPUHHbIX Heornnasmm 1 Tuna,
conbTepsioLasn popma BPOKAEHHON ANCOYHKLUN KOPbI Haf-
MOYEYHNKOB 1 cnHApoMm dnepca-HdaHnoca [2]. TepMuH CrH-
apom 3nepca-aHnoca obbeauHAET rpynny HacnenCTBEH-
HbIX 3a00NeBaHUN COEAUHNTENBHON TKaHW, 00YCNOBNEHHbIX
Me30[epmasibHON AuChnasmnen, KIMHUYECKM MPOoABAAIo-
LUMXCS MOBbILEHHOW PAaCTS>KUMOCTbBIO KOXU, rnepmMmoousb-
HOCTbIO CYCTaBOB, MOpa)KeHMeM cepiua 1 COCyAoB pasnuny-
Hol cteneHn Taxectn [31]. CouetaHne BOKH n cnHppoma
Snepca-flaHnoca B aHMMOA3bIYHOM NUTEPaType N3BECTHO Nof
Ha3BaHnem CAH-X cuHapoma, pacnpocTpaHeHHOCTb KOTOPO-
ro cpeau NaumeHToB ¢ gebuuntom 21-rmapoKcmnasbl CoCTas-
NAeT, No pasHbliM JaHHbIM, OT 8,5 o 15% [32, 33]. Pa3BuTue
3aboneBaHNA 06YCIIOBNEHO MOHOAENIbHLIM MPUCYTCTBUEM
geneummn CYP21A2, pacnpoCTpaHAIOWENCca Ha reH, Kogmpy-
towmin TeHacumH X (TNXB), 6enoK BHEKNETOUHOIrO MaTpUKCca
coeNHNTENbHOM TKaHU [34]. [Mpur 3TOM, cornacHo 4aHHbIM UC-
crnefoBaHum, okono 25% nayneHToB € 3STUM CUHAPOMOM UMe-
0T BPOXXAEHHbIE MOPOKM CepAla M KpPyrnHbIX cocynos [35],
B CBA3M C YeM npepsaraeTca BCEM MauMeHTam C nopgospe-
Hvem Ha Hanunume CAH-X npoBegeHwue yrny6neHHOro mone-
KyNsIPHO-TeHETUYECKOrO WCCNIEAOBaHNA C Lefblo Bepudu-
Kauuun mytauun B reHe TNXB, a TakKe UHCTPYMeEHTasbHOrO
nccnefoBaHMA A CKPUHWHIA cepaeyHon natonorun [36].
Y Hawero nauueHTa He OblIO BbISBIEHO KIVHUYECKUX Npu-
3HaKOB CMHApoOMa Jnnepca-aHno unm ero OCNOKHEHWUH,
6pak poguTenen, Co CJIOB NaLMEHTA, He ABNSETCA 6NM3Kopoa-
CTBEHHbIM. BMecTe ¢ Tem, HECMOTPA Ha JOCTaTOYHO BbICOKYHO
pacnpocTtpaHeHHocTb CAH-X cpean naumnenToB ¢ BOKH, Ham
He y[anocb HalTV YNOMNHAHWI O HEM B PYCCKOA3bIYHOM NN~
TepaTtype, B CBA3M C YeM NPEeACTaB/AETCA BaxKHbIM 00paTuTb
BHUMaHME MPaKTUKYIOLLMX CNeLnanMCcTOB Ha BO3MOXKHOE Mna-
TOreHeTMyeckn obycnosneHHoe codetaHne BAKH n cnHapo-
Ma dnepca-HaHnoca.

3AKNIOYEHUE

Hamwn npeacraBneH ciyyan pegkoro coyetaHnsa AByX Ha-
CnepcTBeHHbIX 3aboneBaHun y ogHoro nauneHta — BOKH
n cnHgpomMa M3H-1. XoTa o6a cocTosiHMA ObINN ANAarHOCT-
pOBaHbl MO OTAENbHOCTM Ha OCHOBAHWM KIIMHUYECKNX NPO-
ABJIEHUN 1 NTABOPATOPHbIX AAaHHbIX, UX COUYETaHUE Y OLHOIO
nayueHTa npeacTaBnfeT KIMHUYECKUI nHTepec. B pocrtyn-
HOW NUTepaType Hamu 6bINo HaLEHO TONbKO OLHO Onuca-
HWe NoJobHOro coueTaHus.
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Cornacue naumeHTa. MaumeHT JO6POBOBLHO NoANMcan MHGOPMUPO-  KpUTepUAM aBTOpCTBa. Bce aBTOpbl 0406pUN GUHaNbHYIO BEPCHIO CTaTby

BaHHOe cornacue Ha nyb6anKaLmio NepcoHanbHON MeanUMHCKOV MHGopMa-  nepep nybnuvKaumeni, BbIpasunm cornacue HeCTM OTBETCTBEHHOCTb 3a BCe
Lmu B 06e3nnyeHHomn Gopme. acnekTbl paboTbl, NOAPa3yMeBaloOLLYI0 HAANeXaLUee N3yueHne n peLleHme
YuyacTue aBTOpPOB. Bce yKkasaHHble aBTOpbl CTaTby B PaBHOW CTene-  BOMPOCOB, CBA3AHHBIX C TOYHOCTbHIO MM JOOPOCOBECTHOCTbIO JIIOOON YacTu

HN NPUHMann yvyactme B NOArotoBkKe CTaTbM COMMaCHO MeXAyHapOAHbIM
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