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HACNEACTBEHHbIE CUHAPOMAJIbHbIE U HECUHAPOMAJIbHbBIE ®OPMbI

MEPBUYHOIO rMMNMEPMAPATUPEO3A

© A.M. TopbaueBa*, A.K. EpemkuHa, H.I. MoKpbllweBa

HauunoHanbHbIN MEAVLMHCKII NCCNefoBaTeNbCKUI LEHTP SHAOKpUHoNorum, Mockea, Poccniickan ®epepaums

MepBWYHBIF TMNepnapaTMpeos — MaTONOMMsA MUHEepPanbHOro OBMeHa, XapaKTepu3ylowasncs U3ObITOYHON NpoayKuueit
napaTMpeonaHOro ropMoHa BCIEACTBYE TUMEPMNIA3MU UM ONYXONU OJHOW WM HECKOJSIbKUX OKOMOLUTOBUAHBIX »Kesne3
1 BepPXHEHOPMasbHbIM UV MOBbILLEHHBIM YPOBHEM KanbLmemmn. o 90—95% ciyyaeB NepBUYHOTO runepnapaTpeosa AB-
NAOTCA CNOPAANYECKMMY, B TO BPeMA Kak Hac/leACcTBeHHble GOPMbl COCTABNAIOT He 6onee 5—10%. MepBUYHbIN rMnepnapa-
TUPEO3 B COCTaBe HAC/IEACTBEHHbBIX CUHAPOMOB MOXET NPOTEKATb B BUAE Pa3NUHbIX KNMHUYeCKMX Gopm (6eccuMnTomHas,
MaHudeCTHas), 6bITb aCCOLMMPOBAHHBIM C APYIMUN SHAOKPUHHBIMU U HESHAOKPUHHbIMY 3a6onieBaHnAMMN 1 TpeboBaTb
0COObIX MOAXOAOB K SIeUeHI0. YUUTbIBAs, YTO NEPBUYHBIV rMNeprnapaTMpeos — OAUH M3 Hanbosee YacTo BCTpevalowmx-
CA1 KOMMOHEHTOB AaHHbIX CYHAPOMOB, OH MOXET MCMOb30BaTbCs B KAUeCTBE BAaXKHOMO AMarHOCTUUYECKOTO UHCTPYMEH-
Ta B BbISIBNIEHUN «slePHbIX» ceMeit. [laHHbIi 0630p NOCBSALEH COBPEMEHHBIM NPEACTaBNEHNUAM O KIIMHUYECKOM TeYeHUN
N reHEeTUYECKUX XapaKTePUCTMKaX HacleACTBEHHbIX BapUAHTOB NepPBUYHOIO runeprnapaTmpeosa n pekoMeHayembiM Ha ce-
rOAHALHWIA JeHb anropuTMam AUarHoCTUKN 1 nedeHns. B 063ope paccMaTpuBaeTcs NePBUYHBIN TMNepnapaTMpeos B Kaye-
CTBE KOMMOHEHTA HAaCNeACTBEHHbIX CUHAPOMOB MHOXECTBEHHbIX SHAOKPUHHbIX Heomnnasuii 1, 2A 1 4-ro TMMNOB 1 CUHAPOMA
runepnapaTMpeosa C Onyxosiblo YentocTy. TakKe AaHO ONucaHre HeCMHAPOMAIbHbIX HacNeACTBEHHbIX GOPM MePBUYHOIO
runepnapaTmpeosa: CemMeiHoro U30NPOBaHHOTO rMneprapaTnpeosa, CEMENHON MMNoKanbLUypUYecKoii runepkanbLye-
MWW 1 TSXKENIOTO HEOHATaNIbHOTO NePBUYHOIO rMnepnapaTMpeosa.

KJTFOYEBDIE CJTOBA: nepsuyHbil 2unepnapamupeos; CUHOPOM MHOXeCmeeHHbIX SHOOKPUHHbIX HeoN1a3ul; Hac/ie0cmeeHHble 3a60/1e8aHUS.

HEREDITARY SYNDROMAL AND NONSYNDROMAL FORMS OF PRIMARY
HYPERPARATHYROIDISM
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Primary hyperparathyroidism is a common disorder of mineral homeostasis, characterized by overproduction of parathyroid
hormone and upper normal or elevated calcium levels due to hyperplasia or a tumor of parathyroid gland. 90—95% of cases
of primary hyperparathyroidism are sporadic, while hereditary genetic forms occur in 5-10% of all cases. Primary hyperpara-
thyroidism as the component of hereditary syndromes can present in various clinical forms (asymptomatic, symptomatic),
can be associated with other endocrine or non-endocrine diseases, and require special approaches to treatment. Given that
primary hyperparathyroidism is one of the most common components of these syndromes, it can be used as an important
diagnostic tool in identifying affected families. This review is devoted to modern ideas about the clinical course and genetic
characteristics of hereditary variants of primary hyperparathyroidism and the diagnostic and treatment algorithms recom-
mended today. The review considers primary hyperparathyroidism as a component of hereditary syndromes including mul-
tiple endocrine neoplasias types 1, 2A and 4 and syndrome of hyperparathyroidism with a jaw tumor. Also non-syndromic
hereditary forms are descripted, such as familial isolated hyperparathyroidism, familial hypocalciuric hypercalcemia, and
severe neonatal primary hyperparathyroidism.
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BBEJEHUE
OOMUWHAHTHO MO KlacCnyeCcKkMm meHpeneBCKMM 3aKOHaM.

MNepBrYHbIN rMNepnapaTnpeos3 — NaTonorua MMHepasb-
HOro 06MeHa, XapaKTepusyLasnca n36bITOYHOM NPoAYKLUN-
el mapaTMpeougHOro ropMoHa BCeACTBME runepniasuu
UM ONyXON OOHOW UM HECKONbKUX OKONOLWUTOBUIHbIX
xenes 1 BepXHEHOPMasibHbIM MW MOBbILEHHbIM YPOBHEM
Kanbumemun [1, 2]. B 90-95% cnyyaeB nepBUYHbIN rnnep-
napaTmpeos fBNAETCA Cropaguyeckmm 3aboneBaHuem,
B TO BpPeMA Kak Hac/lleACTBEHHble FeHeTUYeCcKue aetepmMmu-
HUpOBaHHble GOPMbl COCTABNSAIOT He 6onee 5—10%. bonb-
LWUMHCTBO U3 3TUX CMHAPOMOB HacnedylTcAa ayTOCOMHO-
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Ha ceropHAWHWI feHb ONMCAHO HECKONIbKO OCHOBHbIX MYy-
TaLWI, OTBETCTBEHHbIX 33 Pa3BMTME TOrO WX MHOTO 3abone-
BaHuA (Tabn. 1).

MepBMYHbLIN rMNepnapaTMpeo3 B COCTaBe Hac/eq-
CTBEHHbIX CUHAPOMOB MOXET MpPOTeKaTb B BMAE Pasny-
HbIX KIMHUYECKNX dopm (beccMMnToMHas, MaHUdeCcTHas),
6bITb aCCOLMMPOBAHHLIM C APYrUMU SHOOKPWUHHbIMA UK
HESHOOKPUHHBIMI 3a0605eBaHNAMU U TpeboBaTb OCOObIX
NoaXoA0B K NIeUeHMI0. YUNTbIBas, YTO NMEPBUYHBIN r1nepna-
paTUpPEO3 — OAVH 13 HanboJlee YacTo BCTPEUAIOLNXCSH KOM-
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HAYYHbI OB30P

Ta6nuua 1. OcHOBHble HacneAcTBeHHble GOPMbI MEPBMYHOIO rneprapaTMpeosa (agantmposaHo [2])

HacnepacrBeHHble MyTauun

bopmbl B reHe 06bem nopaxkeHus OLLK 3nokKauyectBeHHOe nopakeHune OLLK
CuHOpomanbHbie hopmbl

M3H 1 MENT1 MHoxecTBeHHOe OnwncaHo 13 cnyyaes [64]

M3H 2A RET OAVHOYHOE NN MHOXECTBEHHOEe OnwncaHo 3 cnyyasn [64]

M3H 4 CDKN1B MHoxecTBeHHOE He onncaHo

HPT-JT CDC73 OANHOYHOE NN MHOXEeCTBEHHOE 15-73%

HecuHdpomansHbie popmebi

MEN1

FIHP CC;\;; OAVHOYHOE NN MHOXECTBEHHOoEe (onmCaHbl Klj)iilz)oeﬁi]le MyTaLmK)
GCM2

FHH 1 CASR

FHH 3 AP2S1

NSHPT CASR Taxenaa runepnnasna HeCKONbKUX Orcyrcrayer

OLLPK

MpumeyaHue. OLK — okonowmToBmaHas xenesa; MOH 1, 2A, 4 — CUHAPOM MHOXECTBEHHbIX SHAOKPUHHbIX Heonnaswi 1, 2A, 4-ro Tnos; HPT-JT —
CMHAPOM rMnepnapaTpeosa c onyxosnbto yentoctu, FIHP — cemelnHbIi n3onnpoBaHHbIN runepnapaTtipeos; FHH 1, 2, 3 — cemelHasa runokanbunypuyeckas
runepkanbunemunsa 1, 2, 3-ro Tunos; NSHPT — Taxenblii HeoHaTaNbHbI NEPBUYHbBIV FnepnapaTMpeos.

NMOHEHTOB AaHHbIX CUHAPOMOB, OH MOXET UCMOMb30BaTbCA
B KauyecTBe BaXKHOI0 AMAarHOCTMYECKOro NHCTPYMEHTA B Bbl-
ABNEHWM «A4EPHbIX» CEMEN.

JaHHbIN 0630p MOCBSALLEH COBPEMEHHBIM MpeacTaBe-
HUAM O KIIMHUYECKOM TEUYEHUUN U FeHeTUYECKUX XapaKTe-
pUCTMKax HacnefCTBEHHbIX BAPMAHTOB MNePBUYHOIO runep-
napaTtmpeosa U peKoMeHAYeMblM Ha CErofHAWHUA AeHb
anropuTMam AMarHOCTUKM N NeveHns [2].

CMHAPOMAIJIbHbIE ®OPMbI NEPBUYHOIO
FTMNEPMAPATUPEO3A

CI/IHp,pOM MHOXeCTBEHHbIX dQHAOKPUHHbIX Heonnasum

Tuna 1 (Multiple endocrine neoplasia type 1, MEN1)

CMHOPOM MHOXECTBEHHBIX SHAOKPWHHBIX Heonnasunmn
1-ro Tuna (M3H-1, OMIM # 131100) — pepkoe ayTOCOM-
HO-JOMUHaHTHOe 3abofieBaHMe C PACNPOCTPAHEHHOCTLIO
okono 2-3 cnyyaeB Ha 100 000 yenosek. B stnonornye-
CKOWN CTPYKTYpe NepBMYHOro runepnapatmpeosa M3IH-1
3aHMMaeT OKono 2—-4% 1 xapakTtepusyeTca cOouyeTaHHbIM
pa3BUTUEM OMYXOSM OKOJNIOWUTOBMAHON »kenesbl (95%),
apeHorunodwmsa (15—-55%) 1 oCTPOBKOBOro annaparta noj-
XenygouHol xenesbl (30—80%), npeacTaBasoWmx cobor
Knaccuueckyto Tpuagy 3abonesanusa [3, 4]. Momumo 3T1oro,
nauueHTbl ¢ M3H-1 npeppacnono)eHbl K pa3BUTUIO OMy-
Xonew v APYrux SHAOKPMHHbIX (Hanpumep, Kopbl Hagmno-
YEYHUKOB, MOXKeNYyLOUYHOW >Kefe3bl) M HeSHAOKPMHHbIX
(OBEHaAOLATMNEPCTHON KULLKW, NErKUX, KOXN, LIeHTPasibHOM
HEPBHOWN CUCTEMbI U MATKMX TKaHel) opraHoB. bonbLiyH-
cTBO0 M3H-accoummpoBaHHbIX HOBOOOPa30BaHWI SBAAOTCA
[06pOKaYeCTBEHHbIMY, HO VMEIT BbICOKUI 3/1I0KaYeCTBEH-
Hbl noTeHuman. Oxkupgaemas NPOAOHKUTENBHOCTb »KU3HN
naymeHToB ¢ MOH-1 coctaBnsieT okono 55 net, yto 3HauMmo
H/Xe MO CPaBHEHMIO C O6LWEeNOoNyNALMOHHBIMY MOKa3aTte-
namu. Hanbonee yacTbiMu NPUYMHAMU NIETasIbHOFO MCXoAa
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CTaHOBATCA [JyOofeHOMaHKpeaTuyeckme Henpo3HAOKPUH-
Hble OMyXoNv, KapuuHougbl TuMyca 1 6poHxoB. Bo3pacT-
3aBNCKMas NeHEeTPaHTHOCTb cmHapoma MOH-1 npeBblwaeT
50% k 20 ropam u gocTturaet 95% k Bo3zpacTty 40 nert [5]. Cno-
pagnyeckune Gopmbl cocTaBnsaT fo 10% cnyyaes.

OcHoBHaA npuuyvMHa pasBuTUA cuHgpoma MIH-1 —
WHaKTUBMPYIOLLAA MyTaLuA B reHe OMnyxoneBoro cynpecco-
pa MENI. Mpogyktom MENT aBnaetca 610-aMWHOKUCNOT-
HbIi BGENOK MEHWH, Perynupylowmnin pasnumyHbie GyHKLUK
KNeTOYHOro 1 reHOMHOro romeoctasa. MeHuUH mogynupyet
AKTUBHOCTb UHIMOUTOPOB KJIETOYHOTO LMKNA, Ha AfepHOM
YPOBHE UHAKTMBUPYET GaKTOPbI TPAHCKPUMLIAW U yYacTBYeT
B npoueccax penapauun JHK. JaHHbIN 6enoK skcnpeccnpy-
€TCA BO BCEX TKaHAX M MpeumyLecTBEHHO pacnonaraeTca
B Agpe. CynpeccuBHbIn 3GpPeKT MEHVHa OCTUMAETCSA 3a CYET
€ro B3aMMofencTBuA C Pas3IMYHbIMU JOMEHaMN — TUCTOH-
moanduuupyowmmmn depmertamu (MLL1, EZH2 n HDAQ),
dakTopamu TpaHckpunuuu (JunD, NF-kB, PPARy, VDR) n gpy-
rumm 6enkoBbimu Komnnekcamm (AP-1, Smad) [6, 7].

Y MaumMeHTOB C KNUHUYECKUMUN NMPOABNEHNAMN CUHAPO-
Ma M3H-1 obHapyxeHo 6onee 1500 pasnuuHbIX MyTauuii
MEN1, Bknoyasi bornblure geneuunu, nokanm3oBaHHbIe Mpe-
UMYLLECTBEHHO B KOAUpYIOLWeM pernoHe 6e3 yeTkol ac-
coumaumn € Kakum-nnbo KoHKpeTHbiM yyacTtkom JHK. S1a
0COOEHHOCTb fAenaeT [OCMMMTOMHbIN (T.e. BbIMOJIHAETCA
[0 KaKNX-NNObOo MNposB/IeHNI 3a6051eBaHNS) reHETUYECKNIA
aHanu3 KpamHe Tpygoemkum. Koppenauum mexgy TUnom
MyTauum 1 GbeHOTUNMYECKUMN 0CObeHHOCTAMMN 3aboneBa-
HUA B NUTepaType He onncaHo [3, 4, 8, 91. lo 10% nauneHToB
¢ M3H-1 MoryT 6bITb HOCUTENAMMW CMIOHTAHHOWN WA HOBOW
repmMuHaTuBHON myTauum [9]. PaseBrTtre onyxonu y Hocutens
repmMuHaTuBHon mytauum B reHe MENT npomncxogut nocne
NnepBUYHON COMaTUYECKOW MyTauumu (Yalle geneymm nnm To-
YeyHoW 3aMeHbl) 1 nocregyoulero gedekTa OCTaBLIENCA KO-
N reHa-cynpeccopa B pesynbrate BTOPOW MyTauuu, Npu-
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BOAALLEN K NOTepe retepo3nroTHOCTU B nokyce 11q13. 310
cornacyeTca € runoTe3on ABoONHOro yaapa KHyacoHa v oH-
KOCYNpecCcMBHOM POJbld MeHMHaA. Hanpumep, nenkoumtbl
NauVeHTOB C AaHHbIM CUHAPOMOM COXPaHAIT reTepo3nroT-
HOCTb (HeCYT Kak MyTaHTHYIO annesb, Tak 1 annesnb AUKOro
TUNa), B To BpemA Kak MIH-1-accounmnpoBaHHbie Onyxonu
XapaKTepusyloTca ee yTpaton [2].

B HacToAlee Bpema NMpOBOAUTCA aKTMBHOE U3yuyeHue
NPUYUH N36MPATENIBHOIO OMYXONIEBOrO NMOPAXKEHUSA TKaHeN
npu M3H-1. Bbino yCTaHOBNEHO, YTO MEHWUH NpeacTaBnAeT
cobol1 He NPOCTO OMNyXOJeBbIV CYNPeccop, a, CKopee, Mose-
KyNAPHBbIA ajantep, KOOPAVHUPYOWNA GYHKUMW pasnny-
HbIX 6enKoB. TaK, HanprMep, C MOMOLLbI OJHOTO M TOTO Xe
peLenTopHOro «KapMaHa» MeHWH CBA3bIBAETCA U C TPaHC-
KpUNUMOHHbIM ¢dakTopom JunD, 1 C TMCTOHOBOW MeTun-
TpaHcdepaszon MLL1, ogHako 3¢pdeKTbl OT 3TVX B3aumoaen-
CTBUI AUaMeTpanbHO MPOTUBOMOJIOKHDI: B MEPBOM CJlyyae
3anycKaeTca Kackag OHKOCYNpeccun, a BO BTOPOM, Hampo-
TUB, aKTUBMPYETCA POCT onyxonu [6]. Mo Bcen BUANMOCTH,
B pa3BuTuM cuHgpoma MIH-1 BaxHa He CTONbKO cama My-
Tauus, CKONMbKO ApYyrne reHetmyeckme n snureHeTnyeckne
dakTopbl.

HecmoTpsa Ha OTCyTCTBME OAHO3HAYHOM KoppenAunn
MeXZy reHoTunom u peHotnnom npu MOH-1, Hannuue Heko-
TOPbIX MyTaLMI CYLEeCTBEHHO BNMSAET HA NPOrHo3 3abone-
BaHWA. TaK, repMrHanbHble MyTaLuu B IOMEHe akTiBaTopa
npoTteuHa-1 ¢akTopa TpaHckpunuuu JunD conpoBoxpia-
I0OTCA MOBBIWEHHbIM PUCKOM NeTaNlbHOrO ucxofda BcCnef-
CTBME MPOrpeccMpoBaHMA OHKONOMMYECKOro 3aboneBaHus
(n=806, 262 cembu) [10]. B cBOIO OYepeab, repMUHANbHbIE
MyTauuu B reHe KuHasbl CHEST (KOMMNOHEHT KoMMJeKca-pe-
npeccopa TpaHckpunuuu: mSin3a, HDACT n HDAC2) acco-
LUNPOBaHbI C MOBbILLEHHbBIM PUCKOM arpecCcrBHOMO TeYeHMA
CMHAPOMA BC/IeACTBME HENPOIHAOKPUHHOM OMyXonu nog-
XKenyLoUYHOW efne3bl CO 3/10KaYeCTBEHHbIM MOTEHLMANoM
(n=71)[11].

HekoTopbiMn nccnegoBaTenamm NpoaeMOHCTPUPOBaHbI
KIUHNYECKE Pa3nnuma Mexay HacieACTBEHHbIMU U CMo-
pagnyeckumn dopmamu cmHapoma. Tak, B pabote E. Pardi
N COaBT. y Y4aCTHMKOB uccnefoBaHusa (n=116) ageHoma oKo-
NOLMTOBUAHON »Kene3bl JOCTOBEPHO Yallle AMarHoCTNpPOBa-
nacb npu cnopaguyeckom M3H-1, B To Bpema Kak y naumeH-
TOB C HaCneAcTBEHHOW GpopmMon npeobnafianu U3MEHEHMs
no tuny runepnnasun. Onyxonu >enygouyHO-KMLLIEYHOrO
TpaKTa yalle BCTPeYanucb B rpyrne HacneACcTBEHHbIX GOpM
M3H-1, ropMoHaNibHO-HeaKTUBHbIe 0Opa3oBaHNA HafNMovey-
HWKOB OOHapy»KUBanncb C PaBHOW YaCTOTON B 0Oeunx rpymn-
nax, Mpu 3TOM KOPTUKOCTEPOMbI OblfIN BbIsIBIIEHbI TOSbKO
y NaLMeHTOB rpynnbl cnopagnyeckoro 3abonesaHus. bonee
TOro, coYeTaHMe MePBMYHOrO rvnepnapaTMpeosa u onyxo-
nei rmno¢u3a, a Takke 310KavecTeeHHble M3H-accouunpo-
BaHHble Onyxonu nobon nokKanvsauuy Yalle BCTPeYanuchb
npu cnopaguyeckom M>H-1 [9].

CornacHo pekomeHAauuAaM Mo AMarHOCTUKE U JIeYEeHUIo
M3H-1 ot 2012 r. [12], KNIUHMYECKUI AWAFHO3 CUHAPOMA
MOXET OblTb YCTAaHOB/IEH MPW HAIMYUK Y MALMEHTA MUHU-
MyM [BYX OMyXOJfiel B KNaCCUMYECKMX OpraHax-MULLEHAX
(T.e. B OKONOLMTOBUOHOW Kenese, *eygoYyHO-KULLEYHOM
TpakTe u runoduse). CemenHas popma M3H-1 gmarHoctu-
pyeTca B TOM CJlyyae, eCnu y naumneHTa ¢ NoATBEPKAEHHbIM
OMarHO30M MMeeTCA POACTBEHHUK NEPBON IMHUN POACTBA
C Onyxosbio XOTA Obl B OAHOM U3 TpeX KnacCnyeckux op-
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raHoB-muweHen [12]. Cxoxme yTBepXKAEHWA NpUBEAEHbI
N B OTEYECTBEHHbIX KNIMHNYECKMX pekoMmeHdauusax [13]. Boi-
JenaeTca oTaesibHaA KaTteropums nayueHToB, Y KOTOPbIX Ha-
nnyne M3H-1-cnHapOoMa BEPOATHO: K HUM OTHOCATCA Nauu-
€HTbI C 4e60TOM NePBNYHOIO rneprapaTupeosa go 40 nert,
NoNMrnaHaynApHbIM MOPaXKEHMEM OKOJIOWUTOBUAHOM Xe-
nesbl, NepPCUCTEHLMEN NN PELNAMBOM NEPBMYHOIO runep-
napaTMpeosa Nocsie XMPYpPruyeckoro feyeHus, a Takxe na-
LNEeHTbI C raCTPMHOMOW MW HENPOSHAOKPUHHOWN OMYXOSbio
MOMPKENYLOYHON Xene3bl B I06OM BO3pacTe Npu Hannuuu
2 1 6onee M3H-accoumnpoBaHHbIX OMyxXOsel, He OTHOCS-
LMXCA K Knaccnuyeckom Tprage [5].

Cpeon ageHom runodusa npym M3IH-1 npeobnapatot
NponakTUHOMbI (80 65%) 1 comaTtoTponuHombl (9%), cpea-
HUI BO3pacT MaHudecTauum coctaBnsaet 38 net [14, 15].
[OpMOHaNbHO-HEAKTVBHbIE HENPOSHAOKPUHHbBIE OMyXOJn
MOMPKENYLOYHON Xene3bl OTHOCATCA K Haubornee pacnpo-
CTPaHeHHbIM  3HTEPOMaHKpeaTUyeckum 0bpa3oBaHMAM
B CTPYyKType cvHApoMa (Ha MUKPOCKOMMYECKOM YPOBHE
obHapyxuBatoTca y 80—100% naumeHTOB, U UMEIOT XYALINIA
NPOrHO3 Mo CPaBHEHUIO C TOPMOHaNbHO-aKTUBHbIMM OMYXO-
namun. CUMNTOMbI, 06yCNOBNIEHHbIE FOPMOHAJIbHOW akKTVIBHO-
CTbl0 HEVPOSHAOKPUHHOW OMYXONM XKeNyL0UYHO-KULLEYHOTO
TpakTa, 06HapyxuBatotca y 13% nauymeHToB. HeliposHao-
KPVIHHbIE ONYXOJV XeNyA0oUYHO-KMILEYHOro TpakTa B pamKax
M3H-1-cmHgpoma yYalle HOCAT MHOXECTBEHHbIV XapaKTep,
B CBA3M C YeM M3N1eYeHe NaLNEeHTOB BO3MOXKHO TONbKO Mpu
NPUMEHEHNN BECbMa arpecCuBHbIX XUPYPrmyeckux TeXHUK
(HanprmMep, MaHKpeaT3KTOMUM). DHYKNeaumsa Henpo3HIO-
KPVHHOWM OMyXONu 1 pe3eKunn MNOAXKeNyfouHON >Kenesbl
NMPUMEHAIOTCA PeXke B CBA3W C HEAOCTaTOYHOM 3P PeKTBHO-
CTblO I PUCKOM peunanBa 3abonesaHus [16].

MepBrYHbIN rMNepnapaTMpeos, Kak NPaBMno, CTaHOBUT-
CA nepBbIM NPOABNEHNEM cuHApoma (o 75%), npu 3ToM
pacnpocTpaHeHHOCTb MOH-1 cpeam nauneHToOB C NepBuY-
HbIM runepnapaTupeosom BapbupyeT ot 1 go 18% [17].
CBO3pacTOM NeHeTPaHTHOCTb MePBUYHOIO rnnepnapaTupe-
03a B pamkax M3H-1 gocturaet 90—100% [18]. MNepBUYHbIN
runepnapatmipeos npy M3H-1 passuBaeTca Ha 20—30 net
paHblue, yeM Mpu crnopagunyeckon ¢opme 3aboneBaHus
(T.e. BO 2—4-11 peKafax Xu3Hu, yalle B Bo3pacte 20-25 ner),
XOTA OnMcaHbl Kak bonee paHHMe (C pa3BUTMEM KIUHU-
Yyeckol CMMMTOMATUKU B BO3pacte 8 neT u Guoxvmuue-
CKOW — [0 6 NeT »K13HW), Tak 1 3HaunTenbHo bonee nosgHne
(B 81 rom) maHudecTauuu; He NMeeT reHAePHbIX PA3NTNUNA
[4, 19]. Pe3ynbTaThl ncCnefoBaHNN POCCUACKOWM NOMYNALNN
LEMOHCTPUMPYIOT CMelLeHme febtoTa 3aboneBaHNs Ha 3—4-10
Jekapy xun3Hu [20, 21]. NepBrYHbIN rMnepnapaTnpeos npu
M3H-1 xapakTepusyeTca NOAUNaHAYNAPHbIM MOpPaXKeHW-
eM, Npuyem OMyxonun He BCerga pPa3BUBAOTCA CUHXPOHHO,
yTo OOYC/IOBNMBAET BLICOKYI YacCTOTY MOCIeonepaLuoH-
HbIX peunanBoB 3abonesaHus (oo 50% B TeueHue 12 net
nocse napatunpeoungsktomumn) [22]. Takxe yalle BCTpeyaeT-
CA SKTOMNYECKOE PaCMONOXKEHNE OKONOLMTOBUAHOW »ene-
3bl — B TUMYCe, NepeaHeEM CPefOCTEHNM, LNTOBUAHON »e-
nese 1 KapoTNAHOM CHHYCe.

OnTrMmanbHble CPOKU NPOBEAEHUA FeHEeTUYECKOro UC-
cnepgoBaHna MENT y monogbix naumeHTOB C NepBUYHbIM
runepnapatupeosom (B Bospacte go 30, 35 unu 40 ner)
JO Cux Mop He onpepfeneHbl, XOTA BEPOATHOCTb Bbif-
BUTb TFeHETMYECKyl0 MNpupoay MepBUYHOro runepnapa-
TUPEO3a 3HAYMMO Bbille MNPV MeHbLIeM Bo3pacTe febioTa
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3aboneBaHua [18, 23-26]. OTAeNbHO MOXHO BbIAENUTb FPyr-
ny NauMeHTOB C NMePBUYHbIM FMMNEPnapaTMpPeo30M MOJOXeE
40 neT C COYETaHHbIM MHOXECTBEHHbIM MOPaXKeHNEM OKO-
NOLWUTOBUAHON Kene3bl, Kak Hanbornee MOAO03PUTENbHYIO
B OTHoweHun M3H-1, paxe B OTCYTCTBME OTArOLLEHHOrO
cemelHOro aHamHe3sa [23]. o gaHHbIM PETPOCNEKTUBHO-
ro aHanusa Hocutenen myTaumin B8 MENT [27], Grioxmmunue-
CKMe MapKepbl HOBOOOPA30BaHUN MOryT OMpefensTbCA
3a 5-10 net go pa3BUTMA acCOLUMNPOBAHHON KIUHMNYECKON
cMmMnTOMaTUKK. [lpy 3TOM He BbI3biIBaeT COMHEHUA aKTy-
aNnbHOCTb PaHHel MOCTAHOBKM AMarHo3a C Lenbio CBOEB-
PEMEHHOMO BbIABNEHUA MOTEHLUMANbHO 3/10Ka4yeCTBEHHbIX
HENPO3HLOKPUHHBIX Onyxoner, obyCioBAMBaOLWMUX BbICO-
Kue rnokasaTenv 3ab0/1eBaeMoCTV 1 CMEPTHOCTU Y AaHHOM
rpynnbl nauuneHTos [28].

MNokasaHMA K XMPYpruyeckomy neyeHuo MNepBUYHOrO
runepnapatnpeosa npu M3H-1 He oTAnYaAOTCA OT TaKOBbIX
npwu cnopaguyeckon dopme 3aboneBaHns, OAHAKO eAVHOIO
MHEHVSA O CPOKax U 06beMe BMeLlaTeNIbCTBa Ha CErOAHSALL-
HUN JeHb He JOoCTUrHYTO [3, 12]. OgHM aBTOPbI CKNOHAKTCA
K TOMy, YTO ONTUMAJIbHOM TaKTUKOM y naumeHToB ¢ M3OH-1
ocTaeTca cybToTanbHasA MapaTMpPeoVAdKTOMUS, COMPOBO-
KOaemas O6unatepasibHbIM MOUCKOM OKONOLWUTOBUAHOMN
Xenesbl. Llenblo Takoro BmellaTenbCTBa ABNAETCA yaaneHne
3+ 1/2 OKONOLWMTOBUAHOM Mene3bl C COXPaHEHNEM NOJSIOBU-
Hbl HaVIMeHee M3MeHEHHOW »ene3bl Ha COCYANCTON HOXKe
ans NpodunakTMkKy NepcucTUPYIOLWEro rmronapaTnpeosa
[29, 30]. Apyroit yacTo ncnonb3yemblin NOAXOA — TOTaslbHasA
napaTMpeonsKTOMUA C ayTOTPaHCMNaHTaunen Hensme-
HEHHOW OKOJTOLUTOBUAHOM »ene3bl B MbILLbl Npeanieybs.
CTOPOHHVKIM TaKoro MeTofia akLeHTMPYIOT BHUMaHMe Ha 60-
Niee HU3KOM pUcKe NocneonepauoHHOro rmnonapaTupeo-
3a 1 6onee NPOCTOM JOCTYyNe K ayTOTPAHCMIIAHTATY B CJlyvae
peuunanea (N0 CpaBHEHMIO C MOBTOPHbIM BMeELLATENIbCTBOM
Ha opraHax wwew). B To e BpemA nocne gaHHOW onepaunn
COXPAHAETCA 3HAYMMbIN PUCK CTONKOWN TAXKENOW rMnoKasb-
umemuny, a B Csiyyae peuramnBa oCcTpo BCTaeT BONPOC O ToMnu-
YeCcKoW ANArHOCTMKe: MOPa)eH N ayTOoTpaHCNIaHTaT, ume-
I0TCA NM Yy NauMeHTa SKTONUPOBAHHbIE OKONOWNTOBUAHbIE
Xenesbl? o MpuuMHE OMNUCaHHbIX TPYAHOCTEW cneuuna-
nuctol EBponeiickoro obuectBa 3HAOKPUHHBIX XUPYProB
(European surgeon endocrine society, ESES) He pekomeHay-
0T PYTUHHO UCMOJIb30BaTh AaHHY0 MeToauky [5, 31]. Cambim
HU3KMM PUCKOM MEPCUCTEHUUN U peunanBa NepBUYHOrO
rmnepnapaTpeosa o6safjaeT ToTasibHaA MapaTupeonasK-
TOMMA, OQHAKO OHa e COMPOBOXAAETCA CaMbIM BbICOKUM
PUCKOM MepCnCTMpyoLLEero runonapaTtnpeosa [32, 33].

YunTbiBass 3aBegomo Gonbloi  obbem onepauun
C peBu3MEN TUMUYHOTO PACMONOXEHNA OKOJSOWMNTOBUA-
HOW »Kene3bl, B HEKOTOPbIX LieHTpax npeponepalyoHHas
TonMyeckasa AMarHocTMKa (ynbTpa3BykoBOe MCCefoBaHueE;
CUMHTUIPadus; KOMMbIOTEPHAs, MarHWTHO-Pe30HAHCHas
WM MO3UTPOHHO-IMUCCUOHHAA Tomorpadusl) pPyTUHHO
He npuMeHAeTcA. B TO e BpemA coxpaHAeTcA BblCOKMN
PVICK SKTOMMPOBAHHbIX WX AOMNOMHUTENbHBIX OKONOLUTO-
BUAHBIX Xene3, YTo acCoLMMPOBaAHO C peunanBom/nepcu-
CTeHUMel NepBUYHOrO runepnapaTnpeosa 1 He NO3BONAET
npeHebperaTb BU3yanu3upyoLLMMN METOAAMU NCCNIefOBa-
HWA B NogasnsoLem 6onblunMHCTBe cnyyaes [5, 34, 35].

HekoTopble aBTOpPbl PEKOMEHAYIOT OAHOBPEMEHHOe
nposeAeHne TMMIKTOMUW, MOTUBUPYA 3TO TeM, YTo B 15%
cnyyaeB npy M3H-1 cywecTByeT BepOATHOCTb OBGHapyxe-
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HUA B TUMyCe 3KTOMMPOBAHHOW OKOJOLMTOBUAHOW ene-
3bl, @ TAKXe MMeeTCA PUCK Pa3BUTUA HENPOIHOAOKPUHHON
onyxonu Tumyca (0CO6eHHO Yy nuL MyXckoro nona) [36].
S. Balsalobre n coaBt. [37] 6blla NMPOAEMOHCTPUPOBaHa
3HauMMoO Oosliee BbICOKAs 4acToTa MOC/eonepaLnoHHbIX
peuuanBoB 6e3 TMM3KTOMUWK: B rpynne 605bHbIx 6e3 yaane-
HMA TUMYCa peungms 3aboneBaHna pa3suncs B 13 cinydasx
13 18, B TO BpeMms KakK y ntofen, nepeHecwnx TMM3KTOMUIO,
peuname otmeyanca nuwb y 5/50 (p=0,0001). B 1o xe Bpe-
Ms gpyrve asTtopsbl, Hanpumep A. Powell u coasr. [38], Bo3-
[EeprKMBAOTCA OT CTOMNb KaTeropuyHbIX yTeepKaeHu. Mo mnx
JaHHbIM, TUM3KTOMUSA 3PPeKTUBHA NNLLD B TOM Cllyyae, eciv
M3HayanbHO B Xofe onepauuy 6binn obHapyXeHbl MeHee
yeTblpex OKONOLMTOBUAHBIX »Kefe3 — Torga BepoATHOCTb
SKTOMUUN «HEQOCTAIOLMX» XKeJle3 B TUMYC BbICOKA, N TUMIK-
TOMKA onpasgaHa. B cnyyae o6Hapy»KeHUs YeTblpex OKOJo-
LWMTOBUAHbIX Xese3 B OPTOTOMNYECKOM MONOXKEHUN TUMIK-
TOMMWA YaCTOTY PeLMANBOB He CHMKana.

MNpn noaTBep>KAEHHOM MOPA)KeHUN BCEro OOHOW OKO-
NOWNTOBUAHON »ene3bl HeKoTopble CMeuuanncTbl Peko-
MeHZYIT yaaneHve b U3MEHEHHOro opraHa. Mimetotca
[aHHblE O TOM, YTO Y [AOCTAaTOYHO HOMBLIOrO NPOLEeHTa na-
umeHToB ¢ M3H-1 nocne cenekTBHbIX onepaLuni peunans
OblN 3HAUUTENBHO OTCPOYEH MO BPEMEHW. DTOT NOAXOA TaK-
e MMeeT MpaBo Ha CyLIeCcTBOBaHWE, OAHAKO NauueHT Jon-
eH ObITb MpefynpexaeH O PUCKaX 1 BbICOKOW BEPOATHOCTY
NMOBTOPHOIO XMpypruyeckoro neyeHus [39]. Tak, B gaTckom
nccnegoBaHun (n=73) peunane/nepcncTeHUmna nepBrYHO-
ro rynepnapatupeosa npuv yganeHnym MmeHee 3 OKOMOLWM-
TOBUAHbIX Xene3 pa3BmBanncb B 53% cnyyaes, npu cy6To-
TanbHOW 1 TOTanbHOW NapatnpeongskTomun — B 17 n 19%
cooTBeTcTBEHHO. C Apyror CTOPOHbI, NEPCUCTUPYIOLLNIA
runonapaTMpeos B Cjlyyae TOTaNIbHOW pe3ekunn JocTuran
66% MO CpaBHEHMIO C yaaneHnem MeHee 3 OKONOLWMUTOBNA-
HbIX Xesne3 (24%) n cybToTanbHON NapaTUPeoua3KTOMUEN
(39%) [30, 40]. B MynbTMLEHTPOBOM bpaHLYy3CKO-6ebruin-
ckom mnccnepgosaHm GENEM (n=256) 60nblUMHCTBO Nauum-
eHTOB (51%) NnepeHecnn cybTOTanNbHYI0 pe3eKuuto, NPy 3TOM
NepCUCTEHLMA NEPBUYHOIO runepnapaTnpeosa oTMeYeHa
B 19%, a cTOMKas nocneonepaunoHHasa rmnoKkanbunemma —
B 15% cnyyaes [36]. Mo npeaBapuTeNibHbIM AaHHbIM 3TOrO
Ke NccnefoBaHuA, MOXXHO NPeLNONOXUTb Hanuumne Koppe-
nAummn GbeHoTMNa—reHoTMNa B OTHOWEHUN 3PPeKTUBHOCTY
XNPYPrmyeckoro neyeHna nepBrMYHOro runepnapaTnpeosa
y naumeHtoB ¢ M3H-1. lNocne HepaarKanbHOro onepaTuB-
HOro BMeLIaTeNbCTBa (yAaneHna meHee 3 OKOMOLWUTOBUA-
HbIX »Kenes) PUCK NepcrucTeHUMn/peunansa nepBNYHOro rm-
nepnapaTtrpeo3sa 6bi1 HUXKe Y NaLMeHTOB CO CABUIOM PaMKU
CUMTBIBAHWUA NN HOHCEHC-MyTaLmAMM B 2, 9 n 10-M 3K30Hax,
yem npu gpyrux myTtaumax. Ecnm atm Haxogkm noaTeepaaT-
€A, B JanbHelLIeM XMpyprmyeckas TakTuka OyfeT 3aBuceTb
OT pe3ynbTaToB reHeTMYeckoro nccnegosaHmsa [30].

Mpu HeadDEKTUBHOCTU onepaLmUn UM HaNUYUKU NPoTr-
BOMOKA3aHU K ee MPOBEAEHNI0 MOXKET ObITb PEKOMEHO-
BaHa Tepanua KanbLuumMumeTMKamu (UmHakanbueT) [41, 42].
Tak, B MynbTULEHTPOBOE NPOCMNEKTUBHOE KIIMHNYECKOE UC-
cnepoBaHue IV dasbl F. Giusti n coaBT. [42] Bownu 33 naun-
€HTa C NepPBUYHBbIM rMnepnapaTnpeo3om B pamkax MoH-1,
OTKa3aBLWKMXCA OT onepauumn nnbo NMeBLLIMX MPOTUBOMOKA-
3aHNA CO CTOPOHbI APYrMX OPraHoB 1 cnctem. Yepes 6 mec
Tepanun cpefiHee CHMXEeHME YPOBHSA CbIBOPOTOUYHOIO Kaslb-
uma coctasuno 8,3%, a yepes 12 mecC OT Hayana Tepanum
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OHO gocTturno 9,5% (Bnnotb 4o HopMoOKanbumemmnn). Taknum
006pa3oM, UMHaAKaNbLET MOXET pacCMaTPUBATBCA Kak nep-
CMEeKTUBHBIN NpenapaT Ansa CHUKEHUA KOHLEHTpauun Cbl-
BOPOTOYHOIO KanbUMA NPWU HanMuum NpPOTMBOMOKa3aHUMN
K ornepaTMBHOMY NIeYEHNIO MePBUYHOTO rMnepnapaTmpeosa
y nauneHToB ¢ MOH-1. B 10 e Bpema faHHaA Tepanusa He fB-
NIAeTCA NaTOreHeTUYeCKOM N He WCKIIoYaeT BO3OeNCTBUA
COBCTBEHHO MOMNEKYJbl MAPATUPEOULHOIO FOPMOHA Ha Op-
raHbl-mMmuLeHu [42].

CI/IHAPOM MHOXeCTBEHHbIX dQHAOKPUHHbIX Heonnasumn

Tuna 2 (Multiple endocrine neoplasia type 2, MEN2)

C/HOPOM MHOXKECTBEHHbIX SHAOKPWHHBIX Heonnasvmn
™mna 2 (MOH-2) — peakoe HacneacTBeHHOe 3aborneBaHue,
XapaKTepr3yemoe coyeTaHneM MedynisapHOro paka LWnTo-
BUAHOW Xenesbl U peoxpomounTombl. Pasnnyatot gBa nog-
TMna cmHgpoma: MIH-2A (OMIM # 171400) accoummpoBaH
C MepBUYHbIM rvnepnapaTnpeosom, a MOH-2B (takke ns-
BeCTHbI Kak M2OH-3) yalye conpoBoXKaaeTcsa HeBPUHOMaMu
N ONYXONAMU XKeNyJOUYHO-KULLEYHOMO TPaKTa.

M3H-2A coctaBnaet go 91% Bcex cnyyaeB M3H-2, ero
yactoTa B 06Lwen nonynAuny goctrraet 2—3:100 000 [43].
Hacnegmyetca 3TOT CMHOPOM KakK ayTOCOMHOe 3aborneBa-
HUe, B CBA3M C YeM OQUHAKOBO YaCTO BbIABMAETCA Y My>KUMH
N XKeHwwuH. Yactota C-KNeToyHOW rmnepniasnm uam me-
OYNAAPHOIO paka WUTOBMAHON Xene3bl B paMKax CMHAPO-
Ma cocTasnseT 100% cnyyaes, deoxpomountombl — 50%,
onyxonen OKONoWMTOBUAHOW »ene3bl — 20-40% [3, 44].
Knaccnueckoe TeueHne M3H-2A conpoBOXKAaeTcA KOXHbIM
NULIAEBNIHBIM aMUTIONAO30M, pexe 3aboneBaHue OCIIOX-
HaeTcA pa3BuTrem 6onesHu MupwnpyHra. O6blyHO Mepyn-
NAPHBIV PaK WUTOBULHOWN »Kefe3bl OOHapy»KMBAETCS Y TaKNX
nauveHToB B MOAPOCTKOBOM BO3pacTe, a peoxpomoLmToma
pa3BuBaeTcA B 4—5-1 AeKkagax *K13Hu. lNepBryHbIA rmnepna-
paTnpeo3s pedko BbICTyMNaeT B KauecTBe NepBoro 1 JOMUHN-
pytowero nposBneHna cnHgpoma (B 4—8% cnyyaeB) 1 valle
BCero obHapyxumBaeTca npu ob6cnefoBaHUM MO NOBOAY Me-
OYNNAPHOro paka LWMTOBUAHOW »Kene3bl U GeoXpomMoLnTo-
Mbl (75—85% cnyuaes) [43].

[o 90% naumeHToB ¢ MSH-2A — HocuTenn retepo-
3UrotHom myTtaummn B reHe RET, HaxogAawemca B 10-11-m
1 13—15-m 3K30HaX, NpenmyLlecTBeHHO (6onee 85% cnyua-
eB) B 634-m KofoHe [45]. RET kogupyeT TpaHCMEMOPaHHYI0
TUPO3MHKUHA3Y, KOTOpad UrpaeT KMYeBY POfb B Kie-
TOYHOM pocCTe 1 ambpuoreHese [45]. Ans M2OH-2, B otnnune
oT M3H-1, BbisiBNEHbI KOPPENALUN MeXIY reHOTUMOM 1 de-
HOTUMOM 3aboneBaHus. Tak, NepPBMYHbIV runeprnapaTmpe-
03 YacTo pa3BMBaeTCA Y NauMeHToB C MyTauuAMn B 634-m
KOAOHe, pexe — npu MyTaumax B KogoHax 609, 611, 618,
620, 790, 791 n 804. KpaliHe pedko NepBUYHbIA runepna-
paTMpeo3 pa3BMBaeTCA NPU NopakeHnn KogoHoB 630, 649,
768, 790, 804 n 891. lNopaxeHne OKONOWUTOBUOHON Xe-
nesbl Npy MyTaumax B KogoHax 883, 913 unn 922 (M3H-2B)
He onuncaHo [46].

BapuaHT myTtauun Cys634Arg B reHe RET cumtaeTtca Han-
MeHee 6naronpuATHbIM, Tak Kak in vitro oH obnagaeT 60nb-
WM TPAHCHOPMIUPYIOLLUM MOTEHLMANIOM, @ MEAYIISPHbIN
paK LWMTOBUAHOWN enesbl Mpu 3TOW MyTauum TedyeT 6o-
nee arpeccmBHO. Hannumne 3101 MyTaumm accoummpoBaHO
¢ 20-30% pucKOM pa3BUTUA NEPBUYHOrO rmnepnapartu-
peo3a, 50% puckom deoxpomouutombl 1 6onee yem 95%
pUCKOM MefynNAPHOro paka LWMWTOBUAHOW enesbl [45].
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KnioueBbIMK acnekTamy B BeAeHUWN TaKUX NaLMEHTOB AB-
NATCA aKTMBHOE AMHAaMMYeckoe HabniogeHne 1 NpeBeH-
TMBHaA TUPEOUAIKTOMMA, OAHAKO pelleHne AOMKHO npu-
HUMATbCA UCXOQA M3 FEHETUYECKOro BapuaHTa CUHAPOMA
N BO3MOXHbIX PUCKOB. CKPUHWUHT (HEOXPOMOLINTOMbI, CO-
rMacHO NocsieAHNM peKomeHaaumam [46, 47], Heobxoanmo
HauMHaTb B NOAPOCTKOBOM Bo3pacte (11-16 net B 3aBu-
CMMOCTW OT FeHeTUYeCKoro BapuaHTa) MyTeM KCCNefoBa-
HUA MeTaHedprHa N HOpMeTaHedpriHA CbIBOPOTKM KPOBU
v mouu [47].

B KNMHNYECKOM TEYEHUM Y NIeYeHN NEPBUYHOIO rmnep-
napaTtnpeosa npy MOH-2A Take MOXHO BblAenuTb CBOWU
ocobeHHOCTH [3, 5]. MepBUYHBIN rMnepnapaTMpeos B pam-
Kax MOH-2A gebioTpyeT paHblue, 4yem B 06LLel nonynsuum
(B cpegHem B Bo3pacTe 35—41 roga), of4HaKO OnuvcaHbl Cry-
Yau KaK 6osiee paHHero (B Bo3pacTe 5 fieT), Tak 1 6osiee no3a-
Hero (B 77 neT) nposasneHus. lNepBuyHbIN runepnapaTMpeos
B 1,5—2,6 pa3a valle HabNILAETCA Y KEHLLUWH, YTO, BEPOSAT-
HO, MOXeT OblTb CNeACTBMEM BO3AENCTBUA HEYCTaHOBIIEH-
HbIX FTOPMOHaJIbHbIX PpaKTOPOB. [NA NepBUYHOro rnnepna-
paTnpeo3a XapakTePHO MArkoe TeueHne 3aboneBaHus, npu
3ToM 6eccUMnTOMHbIE GpOopPMbI COCTaBNAT A0 42—84% [5].

AHaTOMO-Mopdonornyeckne  XapakTepucTuku  nep-
BMYHOrO runepnapatmpeosa npu M3H-2A meHee npeg-
CKasyembl, yem npu M3H-1: 3HauuMO pexxe BCTpevaeTca
NonMrnaHaynApHoe MOpa)keHe 1 MOopaXkalTcA BCe OKO-
nowmtoBuaHble enesbl [48]. B 27-54% cnyuyaeB obHapy-
KUBAETCA CONMTapHan OMnyxosb, MHOXECTBEHHbIe aleHOMbI
BcTpeyaoTca B 1-17%. MpnmepHO y NONOBUHbBI NALNEHTOB
UMeeTCA yBenMyeHne BCeX 4 OKOMOLWMTOBUAHBIX efe3
BCNeACTBUE UX TUNEPNa3num UM CoYeTaHUA rmnepnnasmm
1N afeHoM(bl). JKTONMYeckne 1 [o6aBOYHbIE OKOMOLUTO-
BUAHbIE Xene3bl guarHoctupytotca B 15,7 n 8,6% cootsert-
CTBEHHO; B IMTepaType onmncaHbl 3 Cnyyas KapLMHOMbI OKO-
nowmntToBuaHom xenesbl npu MOH-2A [5].

CKPUWHUHT YPOBHA KanbLysa KPOBU Y NaLEeHTOB BbICOKO-
ro pyvcka NnepBUYHOrO rMnepnapaTupeo3a Heobxoanmo npo-
BoauTb € 11 neT, a B rpynne cpegHero pucka — ¢ 16. Puckm
OLIeHMBAIOTCA MO pe3ynbTaTam reHeTUYeCKOro aHanmsa npu
O6Hapy>KeHUN COOTBETCTBYIOLWMX MyTauuiA. YUnTbiBas, 4To
NepBUYHbIV rMnepnapaTnpeos B pamkax MOH-2A B HekoTo-
pbiX CyYasax MOXeT HOCUTb NOSINFNaHAYNAPHbINA XapaKTep,
pAn aBTOPOB PEKOMEHAYIOT MpoBefeHue ABYCTOPOHHEro
UCCNefoBaHUA TKaHeN LWen ans obHapyXeHUs 1 yaaneHus
BCEX M3MEHEHHbIX OKOJIOLUTOBUAHbIX »Kene3 [36].

K Hanbonee 3HauMMON TepaneBTUYECKON LIENN B KOHTEK-
CTe o6Lel BbPKMBAaeMOCTU NaumeHToB ¢ MOH-2A oTHocuTCA
JOCTVPKEHME PEMNCCMM MedyNNAPHOro paka WUTOBUAHON
Xenesbl 1 peoxpomouuTombl. MeTogom Bbibopa B neyeHnn
NepBMYHOrO rMneprapaTMpeo3a OCTAeTCA NapaTNpPeonaK-
TomMUsi. KoHcepBaTMBHasA Tepanusa LenecoobpasHa TOSbKO
nayueHTam C NPOTUBOMOKa3aHUAMM K OrepaTnBHOMY neye-
Huto. MNpn 6eCCMMNTOMHOM TeUYEHUN NEPBUYHOTO rnnepna-
paTnpeo3a yaaneHue yBerIMyeHHbIX OKONOWNTOBUAHbBIX Xe-
ne3, obHapyXeHHbIX B XOAe TUPEeOoVAIKTOMMU, OMNpPaBaaHo
INA npeaynpexaeHns nepexoga 3abonesaHus B MaHubecT-
Hyl0 pOpPMY U1, COOTBETCTBEHHO, BO3MOXHOW HEOOXOAUMO-
CT/ B MOBTOPHOM BMELLATENbCTBE HA OpraHax weu. B cBasm
C 3TUM [0 BbINOJSIHEHUA TUPEONAIKTOMUN PEKOMEHAYETCA
NPOBOAMTb 00A3ATENbHYI0 OLEHKY OYHKUMM OKOMOLWKTO-
BUOHbIX Xenes [44, 46]. Ina naymeHToB ¢ MOH-2A BaXHa no-
CnepoBaTeNbHOCTb JIeUeOHbIX MeponpuaTui. MNpu Hanuuum
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NoKasaHW MNapaTUPEOUAIKTOMUA [OSPKHA BbIMNOJHATHCA
OQHOBPEMEHHO C TUPEOUAIKTOMMEN, KOTOPYIO, B CBOIO OYe-
penb, Heo6x0AVMO MPOBOAUTL MOCHE XUPYPrUYECKOro Jie-
yeHus peoxpomoumnTomMbl [46, 49].

B HacToAWEee BpeMa HET eANHOr0 MHEHUA O PEKOMeHY-
eMoM 0b6beMe onepaTrMBHOrO JieueHus:. o gaHHbIM uTepa-
TYpbl, CENIEKTUBHAA pe3eKLuA BbinonHAeTcs B 42—60%, cy6-
TOTasbHaA NapaTnpeonaskTomna — B 22—39%, a ToTanbHas
napatupeongaktomusa — B 11-17% cnyyaes [5]. ToTanbHasA
napaTMpeongsKToMuA C nocsiedyiowen ayToTpaHCnIaHTa-
uuen npegnaranacb Tonbko Herfarth B8 1996 r. n He nonyun-
Na 3HauMTeNIbHOro pacnpocTpaHeHus [5].

OCHOBHble peKoMeHAaLUKN NO IEYEHUIO NEPBUYHOTO M-
nepnapatmpeosa npu M3H-2A pe3ioMnpoBaHbl B PyKOBOA-
cTBe AMEPMKAHCKOM TUPEOULONOrnyeckom accouuvaymm
(American thyroidological association, ATA) ot 2015 r. [50]
n KoHceHcyce ESES, Takke ot 2015 r. [5], cornacHo Koto-
pbiM NpeanoyTUTeNIbHbIM OCTaeTcsl U3bupaTesbHbIN Nnoa-
XOf, C pe3eKumnern ToNbKO YBeIMYEHHbIX OKONTOLWNTOBUAHbIX
xenes. MNpn n3MeHeHN Bcex 4 OKONOLWNTOBUAHDBIX Xene3
ATA pekomeHzyeT CyO6TOTasIbHYIO WM TOTasbHYO NapaTu-
peounasKToMUMIo C ayTOTPaHCNIaHTaLuen HarmmeHee nsme-
HEHHOW »Kene3bl B MblLULbl Npeanieybs B XO4e TMPEOnaK-
TOMUK. Y nauneHToB 6€3 NepBUYHOrO rmnepnapatupeosa
Ha MOMEHT TUPEOULIKTOMUN MPEBEHTUBHAA MapaTUpeo-
nasKTOMMUA He pekomeHgyeTca. [py cnyyanHon geBacky-
NApU3aLn HENM3MEHEHHOW OKOJIOWUTOBUAHON »Kenesbl
peKkomMeHayeTCA ee ayTOTPaHCMIaHTaUMA B MbilWLUbl Npes-
nneybd WAN rPYAUHO-KIIOUNYHO-COCLIEBUAHYIO MbILLLYY
B COOTBETCTBUU C TUMOM MYyTaLM U PUCKOM Pa3BUTUA Mep-
BUYHOTO rmnepnapatupeosa. B 1o ke Bpems gokasartenb-
Haa 6a3a 3TUX pPeKoMeHAaAUM HEeBeSIMKA U OCHOBbLIBAETCA
Ha 3KCMepPTHOM MHEHUU, B CBA3M C YEM B 3TOM Hanpasne-
HUM TaKXe HeobxoanMbl farnbHenw e nccnegoBaHmsa [46].
MpuHumas peleHne 06 obbeme BMellaTenbcTBa, ESES
pEKOMeHAYeT yunTbiBaTb TOT $aKT, YTO MeanKaMeHTO3Has
KOppeKUUs MArkon ¢popmMbl NEPBUYHOIO r1UneprapaTupeo-
3a JOCTUraeTca npotie, Yem NEPCUCTUPYIOLLEN TMNOKaNb-
unemnn [5].

OAHO3HAYHbIX peKOMEHZALNIA, KacaroLMXCs TUMIKTOMUN
y naumeHToB ¢ M3H-2A, He cdopmynurposaHo. 1o MHeHUIO
sKkcnepTtoB ESES, HEOGXOAMMOCTb [aHHOIO BMELLATENbCTBA
[OJKHa ObITb PacCMOTPeHa B CJiyyae MONMUITaHAYyNAPHOro
nopaxeHusi Ans obHapyXeHWA W yfganeHua AOMOSIHUTESb-
HbIX/3KTOMMPOBAHHbIX OKONOLUTOBUAHbIX »Kene3 [5].

Yactota nocneonepauuoHHbIX PemMUccun  nepsuyd-
HOro runepnapatupeos3a npuv M3OH-2A BbicOKa U MOXeT
pocturate 77-100%. B 20% cnyyaeB Habniopaetca pas-
BUTME XPOHMYECKOro MnocCneonepaLoHHOro runonapa-
Tupeosa. PesynbTaThl NPaKkTMYECKM UAEHTUYHbI BHE 3aBU-
CMMOCTM OT obbema onepauun, ogHaKo Npu NpPoBeaeHUN
numdopauccekumn VI 30HbI MO NoBOAY MefySAPHOro paka
LWMTOBNAHOW >Kefle3bl YyacToTa runonapaTMpeos3a Bo3pac-
TaeT. Peunausbl MepBUMYHOrO runepnapaTnpeosa passu-
BatoTca pepko (0—12% cnyyaes), OTHOCUTENIBHO MedJIEHHO
(B TeueHue 5 neT) 1 06bIYHO XapaKTePU3YTCA MATKMM Teye-
HMeM, 3a NCKITIoYEHUEM [iaHHBbIX, ony6nmkoBaHHbIx F. Tonelli
(B ero pabotax yacToTa peuunanea gocturana 21%) [5, 48].

MepcucTeHyma/peunans NepBUYHOIO FrMNeprapaTnpeo-
33 B OCHOBHOM BO3HMKAIOT BCIeACTBME HEaJeKBAaTHOIO 00b-
eMa MepBUYHOrO XMPYPrmyeckoro BMeLIATeNbCTBa, Hanlu-
yna [O6ABOYHBIX UIN SKTOMUPOBAHHBIX OKONOLWUTOBUAHbIX
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HAYYHbI OB30P

xenes [49]. B Taknx cnyyasax fgonyckaerca KOHCepBaTUBHasnA
TaKTVKa, OCOOEHHO NPU HanMuYUM y NauueHTa BbICOKUX WH-
TpaonepaLMOHHbIX PUCKOB. B TO ke BpemMA Npu NOBTOPHOM
XNPYPrnyeckom neyeHnm BO3MOXKHbI ManonHBa3BHas aje-
HOM3KTOMUWA, WHTPaoNepaunoHHOe WcCrnefoBaHue napa-
TMPEOMAHOIO TOPMOHa, TUM3KTOMMA N KPUOKOHCEpBaLA
yAaneHHbIX OKONOWUTOBUAHbIX »Kenes [5].

Mo pexkomeHgauuam ATA, reHeTUUYECKOe KOHCYNbTUPO-
BaHMe Ha npeameTt cnHgpoma M3OH-2 nokasaHo poacTBeH-
HUKaM NepPBOM NMHMM MALUEHTOB C MNOATBEPXKAEHHbBIM Ha-
cnepcTBEHHbIM MeayNNAPHbBIM PaKOM LUNTOBUAHOWN Xene3bl;
nayMeHTam, Ybh AETM MMEIOT NOATBEPXKAEHHDbIN Kaccuye-
ckui peHoTn M3H-2B; naumneHTam C KOXXHbIM JTMXOUOHbBIM
aMmiIonao3oM; AetaM C 6onesHblo [vplnpyHra n repmu-
HaTMBHbIMN MyTaumaAmKM 10-ro 3K30Ha reHa RET; B3poCibiM
¢ M3H-2A-cnHppomom 1 myTauuamu B 10-M 3K30He € nogo-
3peHusaMU Ha bonesHb MMplunpyHra. HaunoHanbHas Bceob-
wanA oHkonornyeckasa cetb CLUA (National comprehensive
cancer network, NCCN) npepnaraeT 6onee cokpalieH-
Hbll NepeyeHb MOKa3aHWN: MauuMeHTaMm C MedynnsapHbIM
PakoM LYMTOBUAHOWM »Kenesbl, C KIANHUYECKMM [UarHo-
30M M3H-2 unn nepsuyHon C-KNeTouyHoW runepniasuen
N POACTBEHHMKaM MaLMEeHTOB C NMOATBEPXKAEHHON MyTaLu-
el B reHe RET[46, 47].

CI/IHAPOM MHOeCTBEHHbIX SHAOKPUHHbIX Heomasunn

Tuna 4 (Multiple endocrine neoplasia type 4, MEN4)

CUHAPOM MHOXECTBEHHbIX SHAOKPUHHbBIX Heonnasnn 4
(M3H-4, OMIM # 610755) KNMHNYECKN BO MHOTOM Hanomu-
HaeT MDH-1, HO MOXeT [OMONMHUTENBHO COMPOBOXAATbCA
ONyXoNAMM NOYeEK, WNTOBUAHON Xenesbl U roHag. JaHHbIn
reHeTMYecku cnHapom 6bin Brnepsble onucaH N. Pellegata
n coast. [50] B nonynAuuun KpbiC C MyTauuen reHa 1B uH-
rmouTopa UMKNNH-3aBUCKMMbIX KnHa3 (CDKN1B) n BHauane
nonyunn HasBaHue «MENX». OCHOBHble KOMMOHEeHTbI 3a60-
neBaHUsA, XxapaKkTepHble Kak agnsa MOH-1, Tak n MOH-2, pa3su-
BalNCb Y XKMBOTHbIX B TeUEHME MepBOro roaa »usHu. MNosga-
Hee CXOfHaA KNMHNYECKasa KapTyHa NPy Hanmumm myTaumii
CDKN1B 6bina obHapy»xeHa 1 y niofeil — B TpexX MOKONeHNAX
cembu 13 fepmanunm [51].

B xope 3acepaHuAa paboueli rpynnbl MO U3yyeHWto
M3H-cnHpgpomos B 2008 r. B 1. Jenbdbl (Tpeums) MIH-X
6bin nepenmeHoBaH B MDH-4 [52]. Ha cerogHAWHMA AeHb
B NIUTepaType onmcaHo Bcero 19 criyyaeB repMrHATUBHbIX
myTaun reHa CDKN1B y niofgen. Bctpeyaemoctb myTaumm
CDKN1B y naumeHtoB ¢ M3H-1-nofobHbiM deHoTMNOM
CNTOXHO OLUEHUTb, OQHAKO, NO NpeABapuUTeNbHbIM OLEHKaM,
OHa cocTaenset 1,5-3,7% [53-55].

YuntbiBasAa penkoCcTb OMMCbIBAEMOW MATONOrMW, MeHe-
TPAHTHOCTb U TUMMNYHbIE OpraHbl-MuleHn MOH-4 n3yyeHbl
HegoCTaTOuHO. B HegaBHeM uccnegoBaHum 293 nauneHToB
C reHeTnvyecku BeprdMLUPOBaHHbIM cMHApoMomM M3IH-1
1 30 NauUMeHTOB C ero peHOKOMMAMN ObINIo MOKa3aHo, uTo
npy OTCYTCTBMW MyTaLUl B reHe MeHUHa MaHudecTaums
3ab0neBaHNA NMPONCXOOUT MO3XKe, a NPOJOIIKUTENbHOCTb
XU3HN — pgonblue. OfHAKO 3TUX AaHHbIX NO-MPEXXHEMY He-
JIOCTAaTOYHO ANS KAKNX-NMOO0 OJIHO3HAYHbIX BbIBOAOB [56].

MepBrYHBIA rneprnapatupeo3 Obin BbiABNeH y 15
13 19 nauymeHToB (80%) C reHeTMYECKN MOATBEPKAEHHbIM
M>3H-4.3aboneBaHue pa3BrnBanoCh No3xe, Yem Npur CUHAPO-
Me M3H-1 (B cpeHem B Bo3pacTe 56 NeT), U nopaasno npe-
NMYLLECTBEHHO »KeHLWWH [57]. IHTepeCHO, UTO HW1 y OAHOrO
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M3 OMMCaHHbIX NaLMEHTOB MOC/e OnepaTMBHONO neyeHus
He pa3BWCA peLuanB NepBUYHOIO rnepnapaTnpeosa, uto
TakXe otnuyaet MOH-4 ot MOH-1. MNokasaHnAa K onepaTms-
HOMy neuyeHnto Npu MOH-4 He oTnMYalOTCA OT TaKOBbIX MPY
cnopagunyeckoi popme 3aboneBaHus, XoTs cneLmpuyeckmx
peKoOMeHOaUUI Ha CEerofHsAWHUN OeHb He pa3paboTaHo.
Bonpoc 06 o6beme BMELLIATENbCTBA JOJIXKEH PELLATbCA UH-
OVBUAYyanbHO, B HEKOTOPbIX C/lyyasdAx MaumMeHTOB cregyet
BecTu, Kak npu M3H-1-cnHgpome.

AneHombl runodursa sBAATCA BTOPbIM MO YaCTOTe KOM-
NoHeHTOM cuHgpoma M3H-4 (onncaHbl y 7 13 19 naumes-
TOB — 37%), npuuyem nx mopdonornyeckue Tunbl pasnmnda-
JINCb: OMMUCaHbl Kak TOPMOHaNbHO HEAKTUBHbIE OMNYXOSM, TaK
N COMATOTPOMMHOMbI, MPONAKTUHOMbI 1 KOPTUKOTPOMUHO-
Mbl. Bo3pacT maHudectauum Bapbuposan ot 30 go 79 net.
B uenom onyxonu runodusa npm M3H-4 xapaktepusytotca
MeHee arpecCUBHbIM TeYEHMEM U MEHbLUIMMK pa3Mepamu
no cpaBHeHUIo C ageHomamu npu M3H-1 [58]. HenpoaHao-
KPUWHHbIe onyxonu onucaxbl y 7 n3 19 nauneHtos ¢ MoH-4,
cpean HUX OTMEYannCb rOPMOHANIbHO HEaKTUBHbIE OMyXO-
NN NaHKpeaToAyoAeHaNbHOW 30Hbl, @ TakXKe racTPMHOMbI
(y AByX OMMCaHHbIX MauMeHTOB 3abonieBaHne NPOsBUIOCH
pa3BuTUEM CMHAPOMA 30MNMHrepa—INancoHa 1 nentuye-
CKMMM A3BaMu). IHCynuHOM, BUNom, rntokaroHom, AKTI-npo-
OYLMPYIOLWNX SKTOMMPOBAHHbIX UM 3/1I0KaYeCTBEHHbIX Hell-
PO3HAOKPUHHBIX onyxonel npu M3H-4 He 3adumKcupoBaHo
[57]. B otnnume ot M3H-1, iBYCTOPOHHAA y3enKkoBas runep-
nnasva HaANOYEYHUKOB 1 aiPEHOKOPTUKAbHbIN PakK, a Tak-
Xe Apyruve pefKkue onyxonu (pak Anyek, KapumHoOMa LenKu
MaTKK, aHrMopubpombl, KosinareHombl) npu MOH-4 Takxe
He BCTpeyvyanuchb.

Mpwn OTCYTCTBUN MyTaUMN B reHe MeHVHa BCEM NaLMeH-
TaM C KNMHUYeCcKnMun npoasneHnamm MIH-1 pekomeHaoBa-
HO NpoBefAeHNe reHeTnYeckoro nccnegosaHna CDKN1B.

CuHppom runepnaparmpeosa c onyxosbio YencTn
(Hereditary hyperparathyroidism-jaw tumor syndrome,
HPT-JT)

CnHopoM runepnapatupeosa C OMNyXONblo YentocTy
(OMIM # 145001) Hanbonee BeposTEH Y MaLMEHTOB C nep-
BMYHbIM TMMeprnapaTMpeo3oM u occudurumpyiowen ¢ou-
OGpPOMOI BEPXHEWN/HUXKHEN YENIIOCTU UK e C MePBUYHBbIM
runepnapaTMpeosom wnu occmouumpyrowein dubpomon
YenlCTU NPV HanMuuKU ONNM3KOro POACTBEHHMKA C Nof-
TBEpPKAEHHbIM cuHapomom HPT-JT [59].

Ha cerogHAWHWI AeHb B nnTepaTtype UMeKTCA AaHHble
0 300 cnyuaeB 3a6oneBaHus (okono 100 cemel). HecmoTps
Ha TO UTO 3TOT CMHAPOM BrnepBbie Obin onucaH B 1990 T, ero
reHeTMyeckas MpuMpoda CTana akTUBHO U3yyaTbCA TOJb-
KO B Hauane 2000-x rr.. [o 3Ton NprvyMHe UCTUHHaA pac-
NPOCTPAHEHHOCTb CMHAPOMA A0 CUX NMOP OCTAaeTCA Hewns-
BeCcTHOM [5]. HecmMoTps Ha pa3HOOOPa3HYIO0 KIMHUYECKYHO
KapTuHY, BedyLWwmm KNnHnyeckum npossneHnem HPT-JT as-
NAeTCA NepBUYHbIN rMnepnapaTMpeos, KOTOPbI Nopaxaet
10 95-100% naumeHTOB C 3TMM 3aboneBaHnem, pubpombl
HUXKHEN YenioCTM M KUCTbl B MOYKaX BCTPEYAIOTCA 3HauU-
Mo pexe (30 n 15% cooTBeTCTBEHHO). BaXHbIM oTnnumnem
nepeBuyHoOro runepnapatupeosa npu HPT-JT ot gpyrux
CUHAPOManbHbIX GOPM CUMTAETCA BbICOKAsA YacToTa Kap-
LNHOM OKONOLWMNTOBUAHbIX Xene3 — 15—21,6%, XoTA B He-
KOTOpbIX MyOnuKaLmax 3ToT nokasaTtesnb goxoaut 1o 37,5%
[20, 24, 28, 371.
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HPT-JT HacnepyetcAa ayTOCOMHO-AOMWHAHTHO M Xapak-
TEpU3YyeTcs HEMOJIHOW MEHETPAHTHOCTbIO. B ocHoBe 3abo-
NEBaAHNA NIEXUT FepMUHATUBHAA WHAKTVBUPYIOLWasa MyTa-
uma B reHe CDC73, koaupytowem 6enok napadprbpomuH.
MapapunbpoMuH nogaBnseT 3SKCnpeccuto UMKnuHa D1
U HanpsiMylo B3aUMOENCTBYET C [3-KaTeHUHOM, aKTUBUpPYA
TpaHCKPUNLUMIO reHoB. Y nogasnsoLlero 60nbWmHCTBa na-
uneHToB ¢ HPT-JT repmmHatuBHaa mytauua CDC73 HaxopuT-
CA B KOAgMpylowem pernoHe. bonblune geneuum BCTpeyaioT-
ca pexe, coctaBnasa go 1/3 scex mytauuin [4]. HTepecHo,
YTO repmmHaTUBHaA MyTauua B CDC73 obHapyxmBaeTca
BO MHOTMX C/lyyasx Mpv CropajMyeckor KapLyHOMe OKO-
NOWMUTOBUAHON Kene3bl: TaKuM 06pa3om, OMyxosib MOXeT
6bITb NposaBneHnem ckpbitoro HPT-JT unu gpyron cuHgpo-
MaJsibHOM GpOpPMbl MEPBMYHOTO runepnapaTupeosa [7].

B oTHOWweHun myTauunii reHa CDC73 Koppenaunmn mexay
reHoTurnom 1 GeHOTUMOM He onmrcaHo. B To e Bpems cyLye-
CTBYIOT NPEANONIOKEHUSA, YTO MUCCEHC-MYTaLMK Yalle acco-
LUMMPOBaHbI C PAa3BUTVEM CEMENHOIO U30MMPOBAHHOIO -
nepnapaTrpeosa, a bonee 3HaUMMble MOPAKEHWA MPVBOAAT
K pa3Butmio Knaccmyeckoro HPT-JT-peHoTuna [23].

HecmoTps Ha Ha3BaHWe CMHAPOMA, OTHOCUTESIbHO He-
BbICOKAA 4acToTa OMyxoJfien YeniocTen NpyMBOAUT K rUno-
AmarHoctuke 3abonesaHus. Occuouumpyowme Grubpombl
BEPXHEWN WNN HUXHEN 4eniocTun, xapaktepHble ana HPT-JT,
MOTYT ObITb Kak AOCTYMHbIMW MPY OCMOTPE, TaK U onpege-
NATbCA WCKIIOUNTENIBHO PEHTreHosiormyeckn. 310 gobpo-
KauyeCcTBEHHbIE OMyX0JiM, OAHAKO OHU MOTYT UMETb 3Hauu-
TeJIbHble CTOMATONIOTNYECKME OCJIOKHEHMA MO MpUYMHE
6unatepasbHOro PacronoXeHUss 1 aKTUBHOIO POCTa Mpw
OTCYTCTBUU JleyeHns. BO3HMKAOT OHY Yallle BCEro B MOJIO-
nom Bo3pacte — g0 30 net. [pn obHapy>KeHUN NOJOOHBIX
obpa3oBaHui HeobxoamMma TuaTtenbHas AuddepeHLmanb-
Has AMarHoCTMKa mexgy occudpuumpyowmmm prbpomamum
N «BypbiMU» OMyXONsMM MPU MaHUPECTHOM MEPBUYHOM
runepnapatupeose. Y 57,3% nauuneHtok ¢ HPT-JT nmetotca
Te WA MHble OObeMHble 0O6pa3oBaHMA MaTKM (Jalle Bce-
ro NeroMMoMBbl, FMnepniasua SHOOMETPUS U afeHOMU-
03; pexe BCTPeYalTCs afeHOCAPKOMbl, afeHOGUOpoMbl
U MHOXECTBEHHbIE MONUMbI SHAOMETPUs). MIHTepecHo, uTo
6O/IbLUVMHCTBO M3 3TUX OMyXOJell — MPOU3BOAHbIE KNETOK
MIOJIEPOBbIX MPOTOKOB. OTCYTCTBME SKCNpeccnn napadu-
6poMMHA B SHAOMETPUANIbHBIX MONVNaxX NOATBEPXKAAET M-
noTesy O MaToreHeTMYyeckon ponu myTauuu B reHe CDC73
B pa3BuTMM onyxonen matku [2]. ¥ 13,3% naumeHToB 06Ha-
PY>KUBAOTCA 06beMHble 06pa30BaHKA MOYEK: FAMAPTOMDI,
MOMNKNCTO3, onyxonu Bunbmca 1 ageHoKapLUHOMbI. Takxe
OnuUCaHbl Cslyyan afeHOKapLUHOM MOMXKeNyAOYHON Kere-
3bl, CMELLAHHbIX FTePMUHOTEHHbIX OMYXOMeln AnYKa, nanu-
nAPHbIX 1 Hurtle-KneTouyHbIX afjeHOM LMTOBUAHOW Xene3bl
1 TOJICTOrO KMLLIEYHUKA, MPYEM BCTPEYAEMOCTb TVX HOBO-
0b6pa3oBaHWIi Bbille, YeM B obuen nonynsauum [19, 37].

Yactota nepBuyHOro runepnapatmpeosa npu HPT-JT
YBENMUYMBAETCA C BO3PACTOM, MaHnbecTaumsa 3aboneBaHms
NPUXOAUTCA, KaK MPABUIO, Ha 4-10 fieKaZly XU3HU — nocsie
40 net (camoe paHee — B Bo3pacTe 7 neT). Hanbonee paH-
HWIA [e6I0T KapLUHOMbI OKOJIOLMTOBUHOW »efe3bl OnucaH
y ABagLUaTUIeTHero naureHTa. B 1o xe Bpems 3abonesaHune
MOXeT AeboTrpoBaTth 1 nocne 60 fet; B nuTepaType ume-
l0TCA JaHHble O 3[0POBbIX HOCUTENSAX MyTaLMMX MOXWUIOIO
Bo3pacTa. [lepBuyHbIn runepnapatupeos npu HPT-JT vawe
006YyCnoB/IeH CONUTapHOWN [OOPOKAYeCTBEHHOW afeHOMOM
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OKOMNOLUTOBUAHOM »enesbl, NPerMyLLeCcTBEHHO KNCTO3HO-
ro CTPOeHuA (MHorga C NpyU3HaKaMm aTunum), oNa KoTopom
XapaKTEPHO MsArkoe TeyeHue 3aboneBaHudA. KapuuHombl
OKOMNOLUNTOBUIHbIX XeJle3, Kak NpaBuio, CONPOBOXAAoTCA
BbIPa>KeHHOW rvnepkanbLemMmmnern C pa3Butmem runepkanb-
uMeMmnyeckux Kpusos. [InarHo3 paka OKONOWMWTOBUAHOW
ese3bl yCTaHaBNMBAETCA HA OCHOBAHMMN MOPONOrmyecKo-
ro UCCNefoBaHUs NPV COOTBETCTBUM abCOSMIOTHBIM KpuTe-
puYAM 310KaYeCTBEHHOrO POCTa OMYXO/N: MHBA3UBHbIA POCT
W/Vnn Hanmyme MeTacTa3oB NpU CTaHZAPTHOM TMCTONOrK-
YeckoM MCCIefoBaHMM MocsieonepauoHHOro Martepuana
W/Vn Hannure NoKanbHOW MHBA3MK ONyXonn U/unn ee me-
TacTasupoBaHue [60, 61].

Ha MOMEHT nepBMYHOIrO XMPYPryecKoro neyeHms nonm-
rnaHAynNApHoOe NopaXkeHne BCTpeyvaeTca peako, B 23,9% cny-
YyaeB BO3MOKHO pa3BUTUE OMyXOsiel OCTaBLUMXCA OKONOLLK-
TOBUIHbIX XeJie3, OfHaKOo 3TOT MPOLEeCcC 0ObIYHO OTCPOYEH
BO BpeMeHU (O HEeCKONbKUX AeCATKOB neT). Yactoe ogHo-
¢bokycHoe nopaxeHuve (76% cnydyaes) NOATBEPXKAAET rMMo-
Te3y 0 ToM, yto CDC73 — reH-oHKoCynpeccop, buannenbHas
MHaKTUBaLMA KOTOPOro NpMBOAUT K TymoporeHesy [5, 62].
MosToMy AnA CMHXPOHHOIO WAW NOC/Ie[OBaTENIbHOIO pas-
BUTUA HECKOJNIbKUX OMyXOMNen BaXHa He NpOoCTO MyTauus
B CDC73 (onpepensiolyan NnpeapacnosioKeHHOCTb K 3abone-
BaHWIO), HO N ApYyre reHeTnYecKne Um snureHeTmyeckme
dakTopbl [5, 62].

HOnarHoctmka HPT-JT ocHOBbIBaeTCA Ha JaHHbIX reHeTn-
YeCcKoro UCCNefoBaHNA, a TakXKe HalMuymm CeMeNHOro aHa-
MHe3a cuHapoma HPT-JT. TeHeTnueckoe KOHCYNbTUPOBaHUE
pEKOMEHAYETC NPOBOAWUTb B Cilyyae OOHapyKeHWsA Ku-
CTO3HOIO KOMIMOHEHTA, aTUMUYHbIX UM 310KaYeCTBEHHbIX
KNEeTOK OKONIOLMNTOBUAHbIX Xefe3 No AaHHbIM rcTosiornye-
CKOro nccnefoBaHus; y fieTein C onyxXonaMu YenocTen, nep-
BMYHbIM rMneprnapaTMpeo3om Npu OTCYTCTBUM SKCPeccnn
napapubpomMuHa B TKaHU OKOJIOLLMTOBUIHbIX Xene3; B CI1y-
Yyae NoNMrnaHJynApHOro AN PeLranBrPYIOLLEro TeYeHus
MepBMYHOrO rurneprnapaTMpeosa 1 aebioTa 3abonesaHus
B MosiofoM Bo3pacTe (meHee 40 neT). [pn noaTBepXXaeHNN
[AMarHo3a Heo6xoAVMO OLEHUTb COCTOSIHUE OPraHOB-MuLLE-
Hell — NPOoBEeCTU peHTreHorpaduio YentocTer, ynbTpasByKo-
BOE MCCNnefoBaHNe WU MarHUTHO-PE30HAHCHYI0 TOMOrpa-
110 NoyeK 1 opraHoB masnoro Tasa [63].

Ha cerogHAWHNN feHb HET eAUHOro MHEHMA O PeKo-
MeHAYyeMOM 0ObeMe XMPYPrnyecKoro neyeHns nepBrYHOro
runepnapatnpeosa npu cuHgpome HPT-JT. PaHee (B cBA3NM
C PUCKOM MOAUMMAHAYNAPHOrO W/WAM 3/10KaYyeCTBEHHOTO
rnopaeHus) METOAOM Bblibopa cunMTanocb bunatepanbHoe
BMELLATENbCTBO C CyO6TOTaNIbHOWM UMK TOTaNIbHOW NapaTupe-
OVA3KTOMMEN, MO BO3MOXHOCTM C ayTOTpaHCniaHTauuen
OQHOW OKONOLWMTOBUAHOWN ene3bl. AyToTpaHCnnaHTaumsa
paccmaTpuBanacb Kak KpariHe pUCKOBaHHadA npoueaypa
B CBA3WN C MOTEHUUANbHON BO3MOXXHOCTbIO AMCCEMMHALNN
3/10KaYeCTBEHHbIX OMyXoneBbix KneTok. OpgHako, 6naropa-
psA HeA4aBHO MOJSyYEHHBbIM JaHHbIM O 6onee yacToM YHW-
¢boKanbHOM MOpPaXeHUM 1 OTHOCUTENIbHO HU3KOW YacToTe
paka OKONOWMUTOBUAHbIX Xefle3 C OAHOBPEMEHHbIM NOJN-
rMaHayNAPHbIM NOpaXkeHWeM, NpeanoyTeHne oTaaeTca ce-
NEKTUBHbIM ornepauram C MEHbLUUM PUCKOM XPOHNYECKOTo
runonapatnpeosa [64]. Takum obpasom, ecnu pesynbTathl
npefonepaynoHHON TONMYECKON ANArHOCTUKN CBUAETENb-
CTBYIOT B MOMb3Yy MOPaXeHMA OOHOWN OKONOLUTOBUOHON
Xernesbl, @ HaNnyMe KapuMHOMbI MaJIOBEPOATHO, PEKOMEH-
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HAYYHbI OB30P

[JOBaHa MasioVMHBa3VBHaA CefieKTUBHAA MapaTMpeonasK-
TomMuA. B nobom cnyvae, yuntbiBas COXpPaHAOWMNCA PUCK
peumanBa WM NepcucTeHUMr 3aboneBaHus, NaumMeHTam
pPeKOMeHA0BaH NOXU3HEHHbIN PerynapHbi CKPUHUHL. [pn
HannyMM OMyXONn OKONOLWMUTOBMAHON >Kenesbl, Nofo3pu-
TefIbHOW Ha KapumHomy (bonbluve pasmepbl, MHPUIbTPa-
TUBHbIA POCT, 3HaUMTEeNIbHOE MOBbILIEHNE KOHLUEHTpauuu
KanbLma CbIBOPOTKU KPOBU 1 NMapaTpeorHOro ropMoHa),
|peKoMeHAOBaHA pe3eKuma «eAnHbIM 6JTIOKOM» — C UNCKna-
TepanbHOW JONEeN WUTOBUAHOW »efe3bl OKpyKatoLen Knet-
YaTKN U CMAsHHBIMU MATKMMU TKAHAMMW BO M3bexaHue pas-
pbiBa Kancysbl ONyXOsu 1 ee pernoHanbHOW AncceMMHaLNN
[65]. Mo nocnegHuM pe3ynbTaTaM PeTPOCNEKTUBHBIX UCCe-
LOBaHWI, npodunaktnyeckan numboanccekuus He BusaeT
Ha BbIXKMBAEMOCTb, MPY 3TOM COMpPsAXKEHa C pUCKaMu pa3Bu-
TUS MHOTUX OCNTOXKHEHUI. B cniyyae peuunarisa 3abonesaHms
NnoKasaHo NOBTOPHOE onepaTuBHOe neyeHme [5, 66, 67].

HECMHAPOMAIJIbHbIE ®OPMbIl NEPBUYHOIO
FTMNEPMAPATUPEO3A

CeMmeliHbI N30/INPOBaHHbIN NePBUYHbIN
runepnapatupeos (Familial isolated primary
hyperparathyroidism, FIHP)

CemeliHbI N30IMPOBAHHbIA NEPBUYHBIN rUnepnapaTu-
peo3 (OMIM # 145000) coctaBnsAeT okono 1% Bcex cnyyaes
NepBUYHOrO rvneprnapaTnpeosa, N Ha CEroAHALWHUN AeHb
B NnTepaTtype onmcaHo okono 100 Takmx cemen. [lnarHo-
ctrka FIHP ocHoBaHa Ha cobniogeHun Tpex KpUTepres: Ha-
nnyMe NepBUYHOrO rmnepnapaTMpeosa y nayueHTa 1 Kak
MVHVIMYM Yy OQHOTO M3 €ro POACTBEHHMKOB NEPBON NIMHUM
pofCTBa; OOHapy»KeHWe MO AaHHbIM TMCTONIOrMYECKOro nc-
cnepoBaHUA XoTA Obl OLHOWM NaTONOrMYecKn U3MEHEHHOMN
OKOMNOLMTOBUAHOW >Kene3bl; WCKIIIOYEHNE WHbIX OMyXO-
ne 3HOOKPUHHBIX OPraHOB M CUHAPOMasbHbIX 3aborneBa-
Hun [25].

FIHP Hacnepyetca ayTOCOMHO-AOMWHAHTHO 1 ABAAETCA
reHeTUYecKn reteporeHHbiM 3abonesaHmem. C ogHowl cTo-
POHbI, €ro NPUYNHAMK MOTYT ObiTb FEPMUHATUBHbBIE MYTa-
LUK B n3BeCTHbIX reHax — MENT (go 25% cnyyaes), CDC73
(mo 7%) n CASR (no 18%) [9]. B 10 e Bpema y 60MbLINHCTBA
MauMeHTOB He yaaeTcs OOHapY»KUTb MyTaLMu, YTO HaTas-
KMBAEeT Ha MbIC/Ib O TOM, YTO, BO3MOXHO, FIHP — Tonbko
BAapVaHT JpPYrux Hac/efACTBEHHbIX GOPM MEPBUYHOrO K-
neprnapaTMpeonsa, a He CaMoOCToATeNIbHaA HO30M10rnyeckas
eauHuua. Ana FIHP onncaHbl Koppenaunm mexagy reHotu-
nom n ¢eHotunom. MNaumeHTsl ¢ myTaunammu B reHax MENT
1 CASR 06bIYHO MONOAbI Y UMEIOT NMONUIIAHAYNAPHOE Nopa-
XKeHue, B TO BpeMsA Kak npu myTauummn B CDC73 yawe passu-
BalOTCA KapLVMHOMbl OKOJIOLNTOBUAHDIX »KENes3 uin KUCTos-
Hble onyxonu [25].

OTHOCUTENbHO HefaBHO B 20% cemeli ¢ FIHP 6binu 06-
Hapy»eHbl aKTUBMpPYoLWmMe MyTauum B reHe GCM2 (glial cells
missing homolog 2). GCM-2 koanpyeT TpaHCKPUMLNOHHbI
dbaKTop, yyacTyOLWNMIA B Pa3BUTUN OKONOLUTOBUAHBIX Xe-
nes. MNpnHUMaa BO BHMMaHME aKTUBUPYIOLWUN XapakTep
MyTauuu 1 ee CBA3b C pa3suTuem onyxonen, GSM-2 paccma-
TPVBaeTCA B KayecTBe MPOTOOHKOreHa, aHanornyHoro RET
npu M3H-2A [68]. Peako npwu FIHP oTmeyatoTca repMmmHaTuB-
Hble MyTauun B gpyrux reHax — CDKNTA, CDKN1B, CDKN2B,
CDKN2C, AP2S51, GNAT11 v SLC12A1, HO HM OfHa W3 HUX
He cneunduyHa aAna AaHHoro 3aboneeaHuns [68].
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MepBrYHBI rMNepnapaTupeos AebTMpyeT Yallle B BO3-
pacte 20—25 neT u BbIABASETCA MO0 B XOf4e KOMMIEKCHO-
ro CKpYHVIHIa B CeMbsiX, MO0 MO AaHHbIM PYTUHHbIX nabo-
paTopHbIX 0bcnegoBaHun. Pexe nauuweHTbl obpalyatoTcs
3a Me[MLIMHCKOM NMOMOLLbIO B CBA3M C TOLUHOTOW, 3anopamu,
runepkanbLuypuen, HepponmTasom, OCTEONOPO3OM U He-
BPONOrMYECKMMM HapyweHuAMN. Taxenaa rvnepkanbuu-
eMua 1 runepkanbuuemuyeckre Kpusbl npu FIHP Ha6nto-
JatoTca vauwe, yem npu M3H-1. Hannune myTtauyum B CDC73
COMPSKEHO C GOMbLUE YacTOTON KapLMHOMbI OKONOLUTO-
BUAHOW »ene3bl [69], XOTA TOYHO MOACUMTATb KONMMNYECTBO
onmMcaHHbIX naumneHToB ¢ FIHP n pakom okonowmtoBngHbIxX
Xxernes 3aTpygHUTeNbHO. B nutepatype onncaHbl eAUHUYHbIE
nauuneHTbl U3 «AJepPHbIX» CEMEN, @ MHOTUE npeanonaraemblie
cnyvyaum FIHP BnocnepcteBun 6binn peknaccrduumpoBaHbl
Kak cuHgpom HPT-JT [69-71].

Ha paHHbIN MOMEHT BONpoC 06 06beme onepaTMBHOIO
BMelwaTenbcTBa Npu FIHP He pelueH okoHYaTenbHO, AnA Bbl-
60pa TaKTUKN PEKOMEHAOBAHO NPOBEAEHNE FEHETUYECKOTO
nccnepoBaHuA. HekoTopble aBTOpPbl PEKOMEHAYIOT Mpo-
BefieHVe CyOTOTaNnbHOWN MapaTMpPeonadKTOMUN, OCOBEHHO
y nauuneHToB ¢ MyTauuamy B reHe MENT, npu KOTOpPbIX Bbl-
COKa YacToTa NepCcUCTeHLMM U/Mnn peunarea 3aboneBaHums.
B 10 e BpemsA AnA naumeHTOB C MyTaumen B reHe CDC73 oni-
TUMasbHbIM NPeCTaBAAETCA PEBU3MA BCEX OKONMOLLMTOBUA-
HbIX Kefle3 1 obs3aTenbHoe yaaneHne BUOOV3MEHEHHbIX
TKaHeln, yunTbiBas BbICOKYIO BEPOATHOCTb 3/T0KaY€CTBEHHO-
ro nopaxeHusa [23].

CemeltHasa rmnokKasbunypunyeckasa runepkanabymnemuma

(Familial hypocalciuric hypercalcemia, FHH)

CemelHaa runokanbuMypuyeckasa runepkanbunemmus
(OMIM # 600740) — ayTOCOMHO-AOMWHAHTHbIN CUHAPOM,
cocTaBnAwWmMnN Ao 2% BCex CrlyvyaeB MepBUYHOro runep-
napatupeosa. Yauwe Bcero y Takmx nauMeHTOB B TeyeHue
XM3HU HabNO[ATCA YMEPEHHas runepKanbLmemMus, Hop-
ManbHble (80%) nnu ymepeHHO noBbliweHHble (20%) YpoBHU
napaTMpPeonaHOro ropMoHa M OTHOCUTENbHAA FUMNOKasb-
unypma (y 95%), COOTHOLLEHME KNMPEHCA KanbLuWA N Kpe-
aTHWHa <0,01 [72-74]. OTAnYUTENbHON OCOBEHHOCTbIO
nepBrnYHOro runepnapatnpeosa npm FHH cumtaetca ero
HeonyxosieBas npupoJa.

FHH — pobpokauyecTBeHHOe 3aboneBaHue, XOTA MNpwu
HeM B 3peJIoM Bo3pacTe HabnoJaeTcsa NoBblleHHAs YacToTa
XOHAPOKaNbLMHO3a U NaHKpeaTuToB [74].

JTO COCTOAHME KHTepecyeT KIAUHULUCTOB B acnekre
anddepeHUmanbHOM ANarHoCTUKN MPUUYNH NEPBUYHOIO M-
nepnapatnpeo3sa. MiHorga nameHenuns npu FHH owwn6ouyHo
TPaKTYIOT KaK Copaanyecknin NepBUYHbIV rMnepnapaTmpe-
03 1 NPOBOAAT NapaTupeonsKTomuio. B nocneonepaymnoH-
HOM neproge HabnogaeTca TPaH3UTOPHOE CHUXKEHME YPOB-
HA CbIBOPOTOYHOTO KasbLA, O4HAKO B TEYEHNE HECKObKMX
[Hell BHOBb pPa3BMBAETCA rMnepkanbumeMmsa. B cnoxHbix
cnyvasnx gna auddepeHUranbHON ANArHOCTKMA HEOOX0AU-
MO reHeTnyecKoe rccnenoBaHue [75].

MoxHo Bblgenntb 3 OCHOBHbIX Tuna FHH. FHH
1-ro TMNa — camblin YacCTbI BapuaHT (0o 65% cnyyaes) [74],
pa3BMBaOWUNCA BCNEACTBME MHAKTMBUPYIOLWEN MyTauum
B reHe KanbLuunuyBcTBUTENIbHOrO peuentopa CASR (nokyc
3g21-24). CASR — peLenTop, HaxoAAWUNCA Ha NnasmaTuye-
CKOM MemMbpaHe 1 3KCNPeccrpyowniica NPenmyLiecTBEHHO
B OKOMOLMTOBUAHDBIX Xene3ax U BOCXOAALEM OTAeNe NeTnm
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HedpoHa. Ero ocHoBHasi ponb — nogaeprkaHne NocTossHHO-
ro YPOBHA KanbLUUA: NPU CHUKEHUN KOHLEHTpaL MKW nocnes-
Hero B MexknetouHown xupKkoctn CASR 3anyckaeTt curHanb-
HbI KacKag ¢ yyactuem 6enkoB G11, Gq u -appectuHa/
AP2S1. Okono 30% npobaHgoB u cemenn ¢ FHH He nmetot
myTaumi B CASR, Mpyi STOM y HEKOTOPbIX 13 HIX MOTYT ornpe-
Jenatbca mytaumm B reHe GNATIT, kogupytowem Gall, nnu
reHe AP2S1, koaupywouem o2-cybbeanHULy afanTopcss-
3aHHoro 6enkoBoro komnnekca 2 (adaptor-related protein
complex 2, 0-2 subunit) [76]. Takue cocTosiHMA NOAYyYU-
nn HasBaHue FHH 2-ro u 3-ro TnoB cooTBeTcTBEHHO [74].
FHH 3-ro TMna npoTekaer Gofee Taxeno, yem 1-n unu
2-M TUNbI, TaK KaK Yalle pa3BUBAIOTCA KIMHUYECKME CUM-
NTOMbI runepkanbuymemmn (20%), CHUKEHNE MUHUMANbHOM
noAaBnAwLwen KoHUeHTpauun (50%), a Takke KOrHUTUBHbIE
1 noBefeHYeckue HapyweHusa (75%) [74]. bonee Toro, FHH
3-ro TMna xapakTepusyeTca 6onee BbIPaXKEHHbIMY OTKI10-
HEHVAMN B BMOXMMUNYECKUX MapameTpax B BUAE TSXKeNOon
runepkKanbunuemMmu, rmnepkanbLmypum u runepmarHueMumu.

Ta)Kenblil HEOHaTaNbHbIN rMNepnapaTupeos

(Neonatal severe PHPT, NSHPT)

Taxkenbin HeoHaTanbHbIV NEPBUYHBIN rMnepnapaTnpeos
(OMIM # 239200) — XM3HeyrpoxatoLlee COCTOAHME, XapakK-
Tepusyioweeca TAXeNOon runepkanbumemuen, 3HauynTenb-
HbIM MOBbILEHNEM YPOBHA MapaTMPEeOUZHOro rOPMOHa,
nepenomamun pebep, pecnmpaTopHbIM AUCTPECCOM, MUMo-
TOHMEN N 3HAYUTENbHBIM YBEIMYEHNEM OKONOLWNTOBUAHbBIX
xenes [74,75,77].

Yawe Bcero 3aboneBaHne AMarHOCTUPYETCA Ha NepBON
Hegene XU3HM N acCOLMMPOBAHO C BbICOKON CMEPTHOCTbIO
npu OTCYTCTBUWN CBOEBPEMEHHOrO neyveHus. NpruynHon 3a-
60oneBaHNA ABMAIOTCA FOMO3UIOTHAsA WM FeTepO3UroTHas
MHaKTUBMpYoLwaa myTauns B reHe CASR. HegoctaTok agek-
BaTHO OyHKUMOHUpYiowmx CASR NprYBOAUT K MOBLILLEHMIO
napaTMpeoVHOro rOPMOHa, TAXKENOW runepkanbuuemmm
U nopaxeHuto Koctelr. Mpy nocnepogoBom HabnogeHUn
B TeueHue 17 MeC coCTosAAHME CTabnnusnpyeTca 3a cYeT Hop-
ManbHO dyHKUMoHupyowmx CASR, a KNMHUYeCKan KapTiHa
HauuHaeT cooTBeTcTBOBaTb FHH [74]. oaTOMy cyljecTByeT
npegnonoxeHne, yto NSHPT moXeT 6bITb TAXeNbIM NPosiB-
nexnviem FHH y HoBOpOXAeHHbIX.

B 1o e Bpema FHH n NSHPT Henb3a cuutaTtb B NOSHON
Mepe BapuiaHTaMu HacnefCTBEHHOro MepPBUMYHOMO runep-
napaTMpeosa, NOCKOJIbKY OHW CBA3aHbl MPENUMYLLECTBEHHO
He C MaToJsIoren OKONMOLWUTOBUAHDBIX Xene3, a ¢ AedeKTom
CASR. TnnepnpopyKumMA NapaTMpeongHOro ropMoHa u rv-
nepnnasna OKONOLWUTOBUAHbBIX »Kenes B 3TMX CllyYasax HOCAT
BTOPUYHbIV XapaKTep.

3AKNIOYEHUE

MepBnYHbIN  rMnNepnapaTMpeos  ABAAETCA  OOHUM
M3 CaMbIX YaCTbIX SHAOKPVIHHbIX 3a00NEeBaHNUA, 1 B PYTUH-
HOW MNpaKTUKe Bpauu MPenMyLLeCTBEHHO CTasIKMBaloTCA
C ero cnopaguyeckumu dopmamu. B 1o e Bpems nepsuu-
HbI rMneprapaTMpeos MOXeT ABAATHCA KOMMOHEHTOM pas-
JINYHBIX HACNEACTBEHHbIX CUHAPOMOB U, 6onee Toro, ObITb
UX NepBbIM MPOSABEHNEM.

InddepeHLmanbHas gMarHocTuKa, a Tak»Ke OTBET Ha BO-
npoc, ABMAETCA M NEPBUYHBIA rUneprapaTmpeos KOMMo-
HEHTOM TFeHeTMYeCcKn [EeTEPMUHNPOBAHHOIO CUHAPOMA

Problems of Endocrinology. 2020;66(1):23-34



32 | NMpobnembl sHROKpUHONOrMK / Problems of Endocrinology

UM Cropagmnyecknm 3aboneBaHnem y nauyieHTa Monogoro
BO3pacTa, YacTo npencTaBnaT 6onbluve TpyaHocTr. CBO-
eBpeMeHHoe MOoATBepXAeHne HaclefCTBEHHOM Npupoabl
onyxonen OKOJIOWMNTOBUAHbIX »Kenes BaXHO A nauuneH-
Ta U ero pOACTBEHHUKOB MEpPBOV IMHUN POACTBA, TaK Kak
B 3HAUMTENIbHOW CTeMneHn ornpepenseT KIAVMHUYECKYIO Kap-
TUHY 3a00NeBaHNA U BO3MOXKHble KOMOPOWIHblIE COCTOS-
HUA. B cnyyae nopTBepKaeHUA HacIeACTBEHHON NPUPOabI
CyLIeCTBYeT BblCOKaA BEPOATHOCTb peLyvanBa NepBrYHOrO
runepnapaTmpeosa nocne napaTMupeongIKToMnn, npmucoe-
OVHEHUA OPYrUX SHOOKPUHHBIX N HESHOAOKPUHHbBIX OMyXO-
nel, acCoLMMPOBAHHBIX C MOBbILEHHON 3a60NeBaEMOCTbIO
N CMEPTHOCTbIO NMALNEHTOB, MO3TOMY KpaiHe BaXKHbIM OCTa-
eTCA PerynApHbIA NOXU3HEHHbIN CKPUHWHT.

YuuTbiBas, YTO NEPBUYHbIN TMMNepnapaTMpeos ABnaeTcA
OLHMM 13 Hanbonee paHHUX M YacCTbiX MPOSBAEHU ONMCaH-
HbIX CUHAPOMOB, aKTVIBHOE BbIAIBNEHME NUL, C JaHHOW NaTo-
Norven, a TakKe KOMIIEKCHOE KIVHUKO-YHKLUMOHabHoe
N MONeKyNAPHO-TeHETNYECKOe 06CeloBaHME POACTBEHHN-
KOB MepBOV IMHUN POACTBA MO3BOMNT YBEINUUTb NMPOLEHT
BbIABNEHMA KNMHNYECKMN HE BblPaXeHHOro HOCUTENbCTBA MNa-
TOrE€HHbIX MyTaLUN U CBOEBPEMEHHO UHPOPMUPOBATb STUX

HAYYHbI OB30P

MaLVEHTOB O PUCKe Nepedaun MyTauum unu 6onesHn geTam,
CBOEBPEMEHHO BbISIBATb T€ UJIN NHbIE KOMMOHEHTbI CUHAPO-
Ma 1 CKOPPEKTNPOBATb TAKTUKY BELIEHMSA ITUX OOJbHbIX.

HecmoTps Ha OoTHOCKTENbHYIO PefKOCTb HacledCTBEH-
HbIX $GOPM MEPBMYHOrO rMMepnapaTUpPeo3a, HaCTOPOXKEH-
HOCTb B MX OTHOLUEHMUN KpaWHe BaXHa Ans Bblbopa npa-
BUJIbHOW TaKTUKU 0OCNef0BaHMSA, NIeYeHNa 1 BeeHNA Kak
CaMOoro MNaumeHTa, TaK YJIEHOB ero CeMbU.

AONOJIHUTENIbHAA UHOOPMALINA

UctouHuk ¢uHaHcnpoBaHua. [lybnvkauma HacTtosiwen paboTbl
rnofAepXaHa rocyjapCTBEeHHbIM 3afjaHvem «HacneacTBeHHble ornyxone-
Bble CMHAPOMbl U MHOXECTBEHHblE SHAOKPWHHbIE HEOMnasnu: nepcoHa-
nM3aumnA AMArHOCTVKU W NIeYEHWs, MPOTrHO3MPOBaHUE PUCKOB, WAEHTU-
bukaums spepHbix cemen». Homep rocygapcteeHHoro yyeta HUOKTP
AAAA-A18-118051590057-2.

KoH}nuKT nHTepecoB. ABTOpPbI AEKNApUPYIOT OTCYTCTBME ABHbIX
1 NOTeHLMasIbHbIX KOHGIMKTOB MHTEPECOB, CBA3aHHbIX C My6nvKaLumen Ha-
cToALWen cTaTbi.

YuacTme aBTOpOB. Bce aBTOPbI BHEC/IM 3HAUMMbIV BKNaJ B HanucaHne
TeKCTa PYKONMCHK, MPOYN 1 0[o6prIn pyKonucb 4o nybnmkauuu.
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