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AxnHomauyus. B cTatbe onMcaHo KnuHUYecKoe HabniogeHMe CeMeMHOro CUHAPOMA MHOXECTBEHHbIX
3HAOKPUHHbIX Heonnasuii 2A TUNa, BbIAB/IEHHOTO Yy poaHbiX 6parta u cecTpbl B popme cuHapoma Cun-
nna — covetaHus heOXpOMOLUTOMbI, MEAYNIAPHOrO paKa LWUTOBULHOM Xenesbl U NepBUYHOrO -

nepnapartupeosa.
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Abstract. The article describes a clinical observation of a familial syndrome of multiple endocrine
neoplasia type 2A, identified in siblings in the form of Sipple’s syndrome — a combination of
pheochromocytoma, medullary thyroid cancer and primary hyperparathyroidism.
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BBepenue

Helipo3HIOKPUHHBIE ONYXOJU — TreTepOoreHHas
rpyIna HOBOOOGPa30BaHMUA, MPOUCXOSMINX 13 HEPOIH-
TOKPUHHBIX KJIETOK SMOPHOHAIBHOM KUIIKH, 00J1a/1at0-
KX GMONOrMYecKy aKTUBHBIMY CBOWCTBAMHU, B pszie
CcJlydaeB OHU MOTYT IIPOTEKaTh B BUJe KOMOUHUPOBAH-
HOT'O [IOpa)keHUs OJHOBPeMEeHHO HeCKOJbKUX 3HJOK-
PUHHBIX XeJie3, pOpMUPYS MHOXKeCTBEeHHYIO 3H/IOKPUH-
Hy10 Heoriazuio (MOH).

OpHuM 13 ee BApUAHTOB ABJIAETCS CUHAPOM CuIuia
(cunapom MDH 2 Tuma) — 3a6oseBaHue ¢ ayTOCOMHO-
NOMUHAHTHBIM TUIIOM HacJle[JOBaHUS, BCTpedaloleecs B
nonyasauuu ¢ yactoror 1 : 30 Teic. HaceneHusd [1, 2].
[TpexcraBisier cO60¥ coueTaHKe JByCTOPOHHEN (peoxpo-
MOILIUTOMBI, Me/lyJITIAPHOTO paKa IUTOBUIAHOMN eJse3bl
(MPIIX) u omnyxoseil MapaumiMTOBUJHBIX JKeJe3
(TIIIIXX). T'eHeTnueckas OCHOBA CUHAPOMa — TOYeYHasd
MyTanus B RET-IpoOHKOreHe, KOTOPbI JIOKaJIu3yeTcs
B [1apaLleHTPOMEPHOM y4yacTKe JJIMHHOTO Iieda 10-1
XPOMOCOMBI, KOAXPYIOILIeM CTPYKTYpY pelieliTopa THpO-
3UHKMHA3bI [1-3]. BeiensatoT cuazipom MOH 2A, koTo-
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phiii 6osiee pactipoctpaneH (90 % naruenToB ¢ MDH 2),
a Taxxe cuapom MOH 2B (5-10 % Bcex ciydaeB) —
6osee arpeccuBHbIN BapuaHT. Camas yacras NpUYUHA
cMmepTH 60J1bHBIX ¢ MOH 2 — MPIIX [3, 4]. IIpu MOH
2A KnMHIYecKye MposiBJieHVsI MaHUeCTUPYIOT B BO3pa-
cTe OT 2 710 25 JieT B 3aBUCUMOCTH OT TUIIA MyTaluu [5].
Yame scero MPIIK aBiseTCA NOCTOTHHBIM IPU3HAKOM
MDBH 2 tuma u, 10 JaHHBIM JIUTepaTyphl, BCTPeYaeTcs B
97-100 % nHabmonenuii. Hamndre GpeoxpoMOILMTOMBI U
runepnapaTupeo3a npu MDH 2A meHee cTabUIbHO U
cocrassgeT 60-80 % u 20-25 % cOOTBeTCTBEHHO [6].
Pasnosugnoct MOH 2A tuna:
= Kjlaccuveckuil (MOJHBIN) BapuaHT — coueTaHUe
MPIIK, $eoXpoOMOLMTOMBI U TMIIEPIIIA3UN WU
azenHoMsl TTITDK;
= ceMeliHas U30JIMPOBaHHAsA MeJyJIApHasA KapLUHO-
Ma [II7K, koTopas penko coueTaeTcs ¢ APYruMHU OIly-
XOJIAMY;
= MBH 2A tuna ¢ nepBUYHLIM aMUJIOUL030M KOXU
nposiBisAeTcs J006aBIeHeM KPaCHO-KOPUYHEBBIX
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3yISIIUX BbICBIMIAHUH B BUJIE Y3€JIKOB/TATEH MEX-

Zy JIOTIaTKaM¥ WM Ha TOJIEHSX;

» coueranue MDH 2A Tuna c 60se3Hb10 upninpyHra

[1, 2].

[IpencraBiseM KJIMHUYeCKOe HaOIIOAeHUe CIIy-
vyasgs MDH 2A naiueHToB, 106pOBOJIBHO MOMUCABIINX
nHGOPMHUPOBAHHOE COTJIacHe Ha MybJIMKaIMIo Mepco-
HaJIbHOW MeJMIIMHCKOW MHPOPMALY B 06e3TMYeHHOM
dopwme.

B 2022 200y 6 nonuxaunuxy I'6Y3 OKEB obpamunucs
poduvie 6pam (D.K., 35 nem) u cecmpa (A.K., 27 nem) c
Hanobamu Ha nosviueHue apmepuanrsHozo 0agieHus
(AZl). B anamnese y oboux y3nosou 306. Hacnedcmeen-
HOCMb 0MAZOU4EHA N0 TUHUU MAMEPYU — MUPEOUOIKMO-
Mus no nogody y3noeozo 306a 8 2019 200y; co cmopoHsi
omya — pax wumosuUoHoU yene3vl, 00pa308aHus 000UxX
HAONO4eHHUKO8 U NapauumosudHuIx yene3 (onepuposa,
MDBH?). Bwin 3anodosper cundpom MOH.,

Hayuenm D.K. 35 nem. Anammes: ommeuan noewi-
wenue AJl do 300/120 um pm. cm. 6 meuerue 4 nem. Ipu
o6cnedosanuu 6 2022 2. na KT 06pasosarus HAONO4eUHUKO08
10x 2% 10 cm u 4 x 3 x 4,4 cm; xorenomepam 5 X 4,6 cm u
1,9 x 1,2 cm (usmenennvie numepoysnet?). Kopmuson curo-
Hol — 6,21 Mxe/0n (Hopma 00 6,9); cymouras mo4a Ha me-
maneppuror — 12 597,1 mxe/cym (nopma 8,8-53,3), ceo-
6o0nvie Hopmemanedppurst 5619 mie/cym (nopma 8,8—
43); anvdocmepon 663,9 ne/mn, penun 184 mx ME/mn
(Hopma 3-77,5), kpeamunun 94 mxM/n, enroxo3a 7,9-7,6
MM/n, HbAlc — 6,2 %, TTT 0,8 mxME/mn (Hopma 0,4—
4,2), T4 ce. 16,6 nmons/n (Hopma 12-22), IITT 188 ne/
M (nopma 14,9-56,9), kansyumonun 176 nz/mn (Hopma
0-8,4), kanvyuii 2,72 mM/n (nopma 2,25-2,55). Y3U
IIDK: o6wvem 17,5 cm3, y3en cnpasa 1x1,2 cm (TR-4),
00pa308anus 8 NPoexyuu 1e6oi u Npasoul HuxcHel, npa-
80U 8epxHeu napawumosudnvix xene3 0o 1 cm. MPT 2o0-
JI08H020 M032a: demuenunusupyrouui npoyecc (dugpepe-
yupyemslii ¢ Heonnacmuueckum). Boinonnena mopaxogpe-
Hontombonanapomomus cnpasa (22.03.2023 2.). Jlana-
pockonuueckas adpenandxkmomus cnesa (06.04.2023 z.).
B nocneonepayuonnom nepuode 6v11a Ha3HAUEHA 3aMeC-
mumensvHaa zopmoransras mepanus (3I'T) e ceasu c pas-
sUMuUEM NEPBULHOL XPOHUUECKOU HANOUEeUHUK080U HedO-
cmamounocmu (IIXHH): ¢nydpoxopmuzon 0,1 mz — 1/,
mae., eudpoxopmu3zon 15 me ympom + 10 mz 6 06ed + 5 mz
seuepom; buconponon 10 mz — 2p/0; sancapmar — 160 me
seuepom. B nepuod eocnumanusayuu 6 HMHUIL] Dudokpu-
Honoeuu (mapm 2023 zoda): IITT 38,9 ne/mn (nopma
14,9-58,9), xaneyumonun 5,31 ne/mn (nopma 0-8,4),
Kanoyutl 06wl 2,35 MM/, aneOymun 42 2/n, ckoppex-
muposaruvtl Kanvyuu 2,3 mM/n, kpeamurur 119 mxM/
a, enroxo3a 5,0 mM/n, TTT 16,6 mk ME/mn (nopma 0,4~
4,2), kanvyui 8 cymournou moue 1,94 mmons/cym (Hopma
2,5-7,5), gocop & cymounoui moue 40,09 mmons/cym
(nopma 12,9-42). Yeenuuerna 0o3a 1e80mupoxcura 0o
225 mxe/cym. Taxum 0bpasom, 0L 8vicmasner OuazHo3:
E31.8 MBH 2A muna. Bunamepansras eoxpomayumo-
Ma, CMEUAHHBIL MUN CeKpeyuy, BMOPU4HAs Apmepuas-
HAs eunepmen3us 3 cmenenu, BMOPUHHBIL CAXAPHbIU Ou-
abem. Medynnspruii pax uwsumosudrou scenesot T1NxMx.
Iepeuunvuii zunepnapamupeo3. Cocmosuue 8 ucxooe mo-
pakxogperonombonanapomomuu cnpasa 22.03.2023, na-
napockonuueckou adpenarsxmomuu caesa 06.04.2023
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c ucxodom 8 IIXHH. CocmosiHue 8 ucxooe mupeoudxmo-
Muuy 1o nogody Meayﬂfuzpnozo paxa ¢ muxpoxupypeutec-
KOU NAAcmuKxou nepupepuneckozo Hep8a u YeHMpPanvHou
numepadensxmomuen (pT1b(m)N 1a(2/2)Nx), ydanenus
adernom ITIIDK (02.06.2023). Iocreonepayuonmslil euno-
mupeos, eunonapamupeo3d. MPT zonoenozo mo3za om
16.07.2023: xapmuna demuenunusupyrouezo npoyecca ()
8 cpasueruu ¢ 30.11.2022 — xonuuecmeo 04azo6 He usme-
Hunoco. Juaznos: G37.9 Jemuenunusupyrowas 607e3Hb
ITHC neymounennas (MP-sepuguyuposannas).

Hauyuenmxa A.K., 27 nem. Anammnes: ommeuana
nosvuerue AJl 0o 140/80 mm pm. cm. 8 meueHue 200a,
Habndanacey Kapouoiozda, NOAYy4ana eunomeH3UsHy0
mepanuro. Ipu o6cnedosanuu (2022 200): PDA 7,43 e/
mn (nopma 0-5), kopmu3on caronst menee 1,5 mke/0n
(nopma do 6,9), MAII xopmu3on 44,7 MMmons/n, peHuH
184,3 mx ME/mn (Hopma 3-77,5), anvdocmepon 58,7 nz/
M (nopma 14,9-56,9), cymounas moua Ha c60600Hbe
memanedpunst 4908 mxz/cym (nopma 8,8-53,3), c60600-
Hole Memarnepurot 1724 mxe/cym (nopma 8,8-43), xane-
yumonut 165,5 ne/mn (nopma 0-9,52), enroxosa 6,5-7,0
MM/n, HbAlc 5,4 %, TTT 3,5 mx ME/mn (Hopma 0,4-
4,2), T4 cs. 15,8 nmonv/n (nopma 12-22), xanvyuii 2,66
MM /n, anv6ymun 50,5 2/1, ckoppexmuposanHsiil Kansyui
2,45 MM /n. Io dannvin KT: o6vemmble 00pasosanusn Hao-
noueunuxos, eepoamno PXII (ucknrouums neonnacmu-
ueckuil eene3) cnpasa 9,2x9,3x10,3 cm, cnesa 1,6 x 1,2 cm.
Y3H IIDK: 06vem 9,6 cm3, cnpasa obpasosarue 5 X 3 mm,
cnesa 7,5x 6 um u 4,53 mm (TR-3); cnesa npunexcum
obpazosanue 12 x 7 um (IIXK). Focnumanusayus 6
HMHUI] Dudoxpuronozuu (mapm-anpens 2023 z00a), zde
Ovina BbINONHEHA ANAPOCKONUHECKAS A0PEHATIKMOMUS
cnpasa (13.04.2023). B nocneonepayuoHHoMm nepuode
nposienenui IIXHH nem. Tepanus Jloxcazosun 1 mz 2 p/
0; buconponon 2,5 mz ympom. AJZl do 120/60 mm pm. cm.,
8 8ece cmabunvHa. Ycmarosner duaero3: E31.8 MDH 2A
muna: GUnamepanbHas PeoxpoMoyUmMoMa, 2emepo3uzomHast
mymayus p. Cys634 Arg 1 6 11 3one. Cocmosirue 8 ucxode aa-
napocxonuueckou adperandxkmomuu cnpasa (13.04.2023).
Medynnapreii pax wyumosudrou scenesot T1xNxMx. Ilep-
suuHblll eunepnapamupeos, beccumnmomnas gopma. Tu-
nepnnasus eepxrux nesou u npasou OIDK. Bmopuunas
apmepuanvras eunepmensus. Caxapuotil duabem ecned-
cmeue eunepnpodyKyuy KamexonramuHos.

3annanupoeana noemMoOpHAL 20CNUMANUSAYUA 8
HMUI] Dudoxpuronozuu 018 0nepamusrozo JieHeHus
MPIIX.

OG6cyxaeHue

B jaHHOM cJiydae MMeeT MecTO TIosiHast popMa CHH-
npoma Cumma (MDH 2A) y poaHbix 6paTa U cecTpbI:
deoxpomonuToma, MenyuIApHbIH pak 1K, nepBUYHBIH
runeprapaTupeos. 3abojeBaHue BepuUIUPOBAHO pe-
3yJIbTaTaMU reHeTU4ecKoro ucciesfoBanus. Ha cerog-
HSAIIHUH JleHb B Poccru He BesieTcsl MeIUKO-CTaTUCTH-
JecKue HabJII0/ieHre PaclpoCTPaHeHHOCTH HEMPO3H/IO-
KPUHHBIX OMYXOJIeH, 9TO YCIOXHSAET aHalIu3 Pe3ysbTa-
TOB JiedeHHs U Pa3pabOTKy aJrOPUTMOB AUATHOCTUKH.
OZHAKO 110 JaHHBIM OTeYeCTBeHHOM JINTePaTyphl ceMeii-
Hble cydau cuHpoma CUMIUIa He TaK YK pesku [7-9].
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