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MepBuyHbii runepnapatupeos (MITIT) xopowo u3yueH y NauneHTOB CTapluer BO3pacTHOM rpynnbl. OAHAKO MCCAEAOBaHMS OCO-
6enHocteit MNITIT y AeTeit, TOAPOCTKOB M AMLL MOAOAOTO BO3pPacTa HEMHOIOYMCAEHHSBI. [1pn cpaBHEHUM KAMHMYECKMX M Aabopa-
TOPHbIX XapakTepucTnk MNITIT y MOAOABIX NaUMEHTOB M NMALMEHTOB CTapLIEro BO3PACTa BbISBASIIOTCS HEKOTOpble pasAnuns. Kpo-
Me Toro, paHHuit aebioT MITIT MoXeT CBMAETEABCTBOBAaTb O HAAMUMKM HACAEACTBEHHbBIX CUHAPOMOB, acCOUMMPOBaHHbIX € MITIT.
K HUM OTHOCATCSI: CUHAPOM MHOXECTBEHHBIX SHAOKPUHHBIX HeonAasuit 1-ro Tmna, 2A Tuna, 4-ro TMna, CMHAPOM runepnapaTy-
peo3sa c onyxoabio ueaocT (hyperparathyroidism—jaw tumour syndrome), cemeitHasi rmnokaabLMypuyeckas runepkasbLmMemms
(familial hypocalciuric hypercalcemia) u cemeinHbiii n3oAMpoBaHHbIi rrnepnapatupeos (familial isolated hyperparathyroidism).
OAHaKO HEOOXOAMMOCTb PYTMHHOIO FEHETUHECKOTO MCCAEAOBAHMS AASl MCKAIOYEHMS 3TUX CUHAPOMOB MaUMeHTaM C AeBIoTOM
MITIT B MOAOAOM BO3pacTe HeoYeBUAHA. Ha CEroAHSILIHMIA A€Hb CYLIECTBYIOT AULLL EAUHUYHbIE 3apybeXXHble MCCA@AOBaHMS, NO-
CBSILLEHHbIE HEODXOAMMOCTM reHeTUUECKOro 06CAEAOBaHMS BCeX MaUMEHTOB MOAOAOro Bo3pacta ¢ [ITIT, npuyem pesyAbTaThl
3TUX UCCAAOBAHMIA HEOAHO3HAuHbI. B 0630pe CyMMMPOBaHbI AaHHbIE 3apYOEXHbIX U OTEHECTBEHHbIX MCCA@AOBAHMIA, MOCBSILLEH-
HbIx ocobeHHocTsmM TMITIT y nauneHTos ¢ Ae610TOM 3a60AE€BaHMS B MOAOAOM BO3pacTe.

KalodeBble cAoBa: nepBUYHbIFA runepnapaTpeos, MOA0AO# Bo3pact, MENT, HaCA€ACTBEHHbIE CUHAPOMBI.

Characteristics of primary hyperparathyroidism in young patients
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Primary hyperparathyroidism (PHPT) is well studied in elderly patients. Studies of PHPT characteristics in children, adolescents,
and young adults are rare. In some of these studies, investigators have compared clinical and laboratory characteristics of PHPT
between young and elderly patients and revealed several differences. An early onset of PHPT may indicate familial syndromes as-
sociated with PHPT. These include: multiple endocrine neoplasia syndrome type 1, type 2A, and type 4, hyperparathyroidism-jaw
tumor syndrome, familial hypocalciuric hypercalcemia, and familial isolated hyperparathyroidism. However, the need for routine
genetic tests to exclude these syndromes in all patients with PHPT manifested at a young age is not obvious. To date, there are a
few foreign studies on the need for genetic testing in all young patients with PHPT, but their results are controversial. Our review

summarizes the data of foreign and Russian studies on characteristics of PHPT in patients with disease onset at a young age.
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DNuIeMHOJIOTHS EPBUYHOTO MHIIEPNAPATHPEO3a B

PA3IMYHbIX BO3PACTHBIX IPyNMax

ABTOHOMHAsI TUTEPTIPOAYKIIUS TTapaTUPEOUTHOTO
ropmoHa (I1TT) npumepHo B 85% citydaeB 00ycloBIe-
Ha aJeHOMOW OIHOW OKOJIOLIMTOBUIHOMN XKEJE3bl
(OII2K) u 3HAYUTEIBHO peXe — aIeHOMOM,/THIepIa-
sueit Heckoabkux OIIXK (okoso 15% cnydaes) [1, 2].
Pax OIIIX BcTpedaercst KpaiiHe peako — or MeHee 1%
[2] no 5% cnyyaes [1, 3].

ITokazaTenb 3a007€Ba€MOCTU MEPBUYHBIM TUIEP-
napatupeo3oM (ITI'TIT) B pa3muyHBIX perMoHaX MUpa B
LIEJTOM 3aBUCUT OT YaCTOTHI OMIPENEICHUST YPOBHS KaJlb-
s Kposu B monyisuuu. Ho 70-x romoB XX Beka
IITTIT cuutasicsa peakuM 3a00J€BAHUEM C SIPKOU KIIU-
HUYECKON KapTUHOM, XapaKTepU3YIOIIElcs PeIlIuINBY -
pytomiuM Hedpoautuazom (HIT), Tskenoit pubposHo-
KHMCTO3HOM ocTeonucTpodueit ¢ maToJornyecKumMu re-
peJloMaMH,  CHUHAPOMOM  TOJIMYpPUM-TIOTUIUTICUU,
pe3kuM uctoleHueM [2, 4]. Ilocie BHenpeHus B mpak-
TUKY aBTOMaTUYECKUX OMOXMMUYECKUX aHaJIM3aTOPOB
U TIOSIBJIEHUSI BO3MOXHOCTU PYTMHHOTO OTIpeNesIeHUs
ypoBH:1 Kanblus B cbiBopoTKe III'TIT cTan nuarHocTu-
pOBaThCs 3HAUUTEBbHO Yalle. [1o JTaHHBIM 3apyOekHbBIX

WCCJIEIOBaHUIA, B TIOC/IeIHee NeCATWIeTUe Mpeodaana-
10T Msirkue (acumnroMHseie) popmel TITTIT [5]. B To xxe
BpeMsi B poccuiickoit nmonyasuuu auarHos IITTIT B
74% ciyyaeB CTaBUTCS yKe MPU HATMYUU TSKETBIX CU-
CTEMHBIX HapyieHui [1].

PacnipoctpanenHocts III'TIT B oOLueit momynsiLuu
npocturaeT 1—3:1000 yenosexk [7]. IITTIT BcTpevyaetcs Bo
BCEX BO3PACTHBIX IPyINax, B TOM YMCIIE Yy AeTel U MO~
poctkoB [7]. B. Miller u coasr. [§] nmpoaHanu3npoBaiu
pacnpoctpaHeHHocTh TII'TIT B 3aBUcMMOCTH OT ToJja 1
BO3pacTa Ha OCHOBAaHUM aHAIM3a ABYX KPYITHBIX 0a3 NaH-
Heix CIHIJA [Nationwide Impatient Sample (NIS) u
University of Michigan (UM)]. B NIS umenuce gaHHbIe O
7513 XeHmmHax 1 2677 MmyxunHax 3a mepuon 2000—
2004 rr., B 6a3e UM — 0 790 keHIIMHaX 1 276 My>XYMHAX
3a nepuona 1999—2005 rr. B obeux BbIOOpKaxX pacrpo-
ctpaHeHHocTh [ITTIT HauMHamia MemjIeHHO YyBEIWYu-
BaTbCs Cpeau JIUIl 00oero mojia HadyMHas ¢ 11-jmeTHero
BO3pacTa, U y XeHIIWH HauuHag ¢ 21—25 net (NIS) u
26—30 sier (UM) Bo3pacTaja 6oJjiee 3HAUUTELHO, YEM Y
myxuuH. [Tuk yacrotel III'TIT npuxoauics Ha Bo3pacT
56—60 et (NIS) u 61—65 net (UM) y XXeHIuuH 1 56—60
JIET y My>X4uH (B obeux 6a3ax naHHbix). B NIS cooTHo-
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IIEHUE XXEeHIIIMH U MYXXYHH YBEJIMUYMBAJIOCH 10 IeprUMe-
HOIIay3aJIbHOTO BO3pacTa, ITOC/IE Yero Ha IPOTSKEHUU
nocienyomux 20 JIeT 0cTaBaJoch CTAOUIbLHBIM, a 3aTeM
CHIXaJIOCh. McclienoBaTesu Aej1aloT BBIBO, YTO BO BCEX
BospacTHeIx rpynmnax III'TIT gamie Bo3HMKaeT y >XKeH-
IIWH, U €ro pacrpoCTPaHEHHOCTh Tocie 25 JIeT y JulL
000ero moJia cTabMIbHO Bo3pacTtaer [8].

I. Pashtan u coaBT. [9] Tak:ke HaALLIM, YTO POCT pac-
npoctpaHeHHocTu [II'TIT HaunHaeTCs B TOAPOCTKOBOM
BO3pacTe, U OHA OBICTPO YBEJIUYMBAETCS B BO3PACTE OT
20 oo 30 aet. I1pu 3TOM COOTHOILIEHUE XXKEHIINH U MYX-
YH HayMHaeT Bo3pactaTh Mexay 20 u 30 romamMu u K
NATOMN neKane XU3HM cocTtaBisieT 3:1. B poccuiickoii
nonynsguuu auarHo3 III'TIT yame ycraHaBmuBaloT B
Bo3pacte 50—59 et (33%) [1, 6]. [Ipu pacnipeneiaeHun
MalMeHTOB II0 BO3PACTy YCTAaHOBJEHMSI JMarHosa
III'TIT B 3aBUCMMOCTH OT 110J1a 0Ka3aJ0Ch, YTO HAauOO-
qnee vacto III'TIT muarHOCTUPYIOT cpeay XKEHIIUH B
Boapacte 50—59 ner (23,8%) u 60—69 net (28,8%), Tor-
Ja Kak cpeayd MyXX4uH yactota guarHoctuku ITT'TIT He
3aBHMCUT OT Bo3pacra [1, 6].

Pacnpoctpanennocts III'TIT y mereit cocramnsieT
2—5:100 000 [10, 11], T.e. B cpenHeM B 100 pa3 pexe,
YeM Cpelau B3pocibiX. EMMHCTBEHHOE MCCIIeIOBaHUE, B
KOTOpOM olleHuBajach 3adoneBaeMocTh [IT'TIT y nerei,
nposeaeHo Bo ®panunu E. Mallet u coasr. [12], o
JaHHBIM KOTOPOTO oHa cocTapisieT 1 ciayvait Ha 300 000
SKUBBIX HOBOPOXKIIEHHBIX.

Ocooennoctu IIT'TIT y nanueHTOB MOJ1010TO
BO3pacrta

OC0OEHHOCTbIO  UCCJIEIOBAaHUIA, TTOCBSIILIEHHBIX
IITTIT y neteil 1 MOAPOCTKOB, SBISIETCS HEOOJBILON
00BeM BbIOOPOK (MakcuMasibHO 52 yenoseka [13]). Ha-
0op Marepuana B TAKUX UCCIEAOBAHUSIX TTPOBOAWICS B
teueHue 20—30 et [12—21]. OT™MeuaeTcst HU3Kas pac-
npoctpaHeHHocTh TIT'TIT cpenu nereit, MOAPOCTKOB U
MOJIOZIBIX B3pOCbIX. [JaHHBIE O KIMHUYECKUX OCOOEH-
HocTax IIT'TIT, konuuectBe nmopaxeHHbix OIIK, pas-
BUTHUU PELIMAMBOB MIPOTHBOPEUYMBHI.

Yacrorta III'TIT y nereii umeeT OMMOIaIbHOE pac-
MpeaeieHue Mo BO3pacTy, YTO OTpaxkaeT pPa3INyHYlO
STUOJIOTUIO 3a00JIEBaHUS y MJIAJICHIIEB U IETEN CTaplile-
ro Bo3pacta [11]. Y HOBOpOXIeHHBIX U AeTe MJIadIIero
Bo3pacta [II'TIT o0ycnoBieH MHAKTUBUPYIOIIUMU MY-
TalMsIMU B FeHe KaJlbLMA-4yBCTBUTEILHOIO pelenTopa
(CASR), Torna Kak y aeTelt ctapiiero Bo3pacTta v Moj-
poctkoB III'TIT pa3BuBaeTcs BcaeacTBUE MO0 alieHo-
Mbl, 6o runepruiazuu OIZK 1 MoxeT ObITh JIMOO
CMOpPaguyYeCcKuM, Ju00 HaciaenactBeHHbIM. Pak OIIK y
NeTel BCTPEYAETCS YPE3BBIYAMHO PENKO, B MHUPOBOU
nuteparype [11] onmrcaHo BCETO HECKOIBKO CTYy4YaeB.

B Poccuu npo6semoii IIT'TIT Hayanu 3aHUMAThCS B
WUHcTUuTyTe 3KCOEPUMEHTANTBHON 3HAOKPUHOJOTUU U
xumuu ropmoHoB AMH CCCP, u x 1974 1., 6oJiee uem
3a 30 jeT paboThl XUpYypruyeckoro otaenaeHus MHcTu-
TyTa, OBbLIM HAaKOILIeHbI JaHHbIe BCcero o 10 O0JbHBIX C
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IITTIT, manucdectuponasiem A0 20 1eT (COOTHOIIEHUE
XKEHIIUH U MYyX4YuH coctaBuiio 1:1) [4]. ¥V 8 6oabHBIX
obu1a koctHast ¢opma IITTIT, y 2 — cmemanHas. Y 7
YeJIOBEK IPU THCTOJIOTMYECKOM HCCJIeIOBaHUU ObLIa
BepuduuMpoBaHa conutapHas ageHoma OLK, vy 1 —
TpM aileHOMBI, Y 1 — ABe aneHOMBI, y 1 — rurepruiazus
tpex O, npu 3TOoM y 2 Moc/efHUX MallMeHTOB pe-
muccus III'TIT He ObLIa JOCTUTHYTA TTOCTIE XUPYPrUve-
cKoro jieueHus [4].

B Cankr-IletepoyprckoMm LleHTpe 3HIOKpUHHOI
XMPYPIMU M OHKOJIOTMM 3a 36-neTHuii repuon (¢ 1973
o 2009 r.) 6pu1M TTpooniepupoBaHbl 9 6oabHbIX ¢ TTTTIT
B Bo3pacTe OoT 7 no 18 jer, cooTHOlIeHue NeBOYeK U
MaJIb4YMKOB cocTaBujio 2:1 [22]. ¥V 5 mauimeHTOB BhISIBIIE-
Ha kocTtHas ¢opma III'TIT, y 2 — BucuepanbHas, y 2 —
acUMIITOMHas. Y 2 MaldeHTOB B Bo3pacTe 14 jeT ¢
KOCTHOI (popMoi1 3a00jieBaHUs MO3IHSST AMarHOCTHUKA
MpYBeJa K Pa3BUTUIO TUIIEPKAIBLIMEMUYECKOIO KpHU3a.
B 2 cayyasx 6bu11 yaaneHbl MHOXECTBEHHBIE aJleHOMBbI
OILIZK. ITo naHHBIM TUCTOJIOTUYECKOTO MCCIeIOBaHM,
y BceX OOJIbHBIX BepU(DUIIMPOBAHBI CBETJIOKICTOYHBIC
aleHOMBI, U XUPYPIUUECKOe UX yaaJeHUe BO BCEX CIy-
Yasix MO3BOJIMIIO JOOUTHCS ITOJTHOTO BBI3MOPOBJICHUS Y
JieTeil. ABTOpBI YKa3bIBalOT, YTO HU Y OJHOTO U3 Mall-
€HTOB He ObLJIO BBISIBIEHO CUHAPOMOB MHOXECTBEHHBIX
SHIOKPUHHBIX Heoriasuit (MOH), ogHako nmoapooHbIe
KJIMHUKO-J1a00paTOpHbIE JaHHBIE B paboTe He IIpel-
CTaBJICHbI, a MOJICKYJIIPHO-TEHETUYECKOE MCCIIeI0Ba-
HUE He TTpoBoawIock. bbl caenaH BoiBoAd, uto ITI'TIT B
JIETCKOM U IOHOIIECKOM BO3pacTe OoTiaumyaercss Goliee
TSKEJIBIM TIOpakeHUEM KOCTHOHM TKaHU U TpyOoil Je-
¢dopManueit KoHeuHocTe [22].

JlaHHbIe 3apyOeKHBIX MCClIeTOBaHUI 00 0COOEHHO-
ctax IIT'TIT y geTeii, MogpOCTKOB U TTALIMEHTOB 10 25 1eT
CYMMUPOBaHBI B TA0JHMIE. XapaKTEePHOI1 0COOEHHOCTBIO
IITTIT B ykazaHHBIX BO3PACTHBLIX TpYyINax SBISIETCS
3HAUYUTEIbHOE MpeobiagaHre MaHU(eCTHBIX (OPM HaJ
acumnroMHubiMu: HJI BcTpeuaercs B 25—50% ciyuaes,
nopaxenue ckejaera — B 9—89%. B cpennem B 9—50%
JIMarHOCTUPYIOT TUMePKaJIbIIMEMUYSCKUI KpU3, a TaK-
K€ OTMEYaroTcs 00JIM B XXKMBOTE, ITAHKPEATUT, apTepH-
ajbHasl TUTIEPTEH3US U HecnieliuduIecKre NposiBICHUST
[9, 12—14, 16—19, 21, 23—27]. B GONBIIMHCTBE UCCIIE-
JIOBAaHMI1 COOTHOIICHUE MALIMEHTOB KEHCKOTO M MYX-
ckoro noJya 6110 MeHbLre 3:1 [9, 12—14, 16, 17, 19, 21,
23—-26].

B psine uccrnenoBanuii [9, 16, 18, 23, 25] Takke Ipo-
BOAMJIOCH CPaBHEHME MAllEHTOB MOJIOIOr0 BO3pacTa ¢
MalyeHTaMy CTaplIMX BO3PacTHBIX IpyIil. B uccieno-
Banuu E. Durkin [21] cpaBHUBanuch nmauueHThl 10—18
u 19—25 ner. Y nmalueHTOB MOJIOAOTO BO3pacTa yaiie
UMeIuCh 0OoJiee TsKeJible CUMMTOMBI 3a00JieBaHUS
(TOIIHOTA, pBOTA, MOTEPSI MACChl Teaa, 00U B KUBOTE,
BBIpaKEHHAasI MBbIIIIEYHas1 C1aboCThb, Xaxna) [9, 16, 23],
ObLIM BhIIIe YPOBHU Kanbliust [16, 21, 25] u IITT [16,
21], yame pa3BUBaJCS TUIIEPKAIbLUMEMUYECKUN KpU3
[9, 16, 23] u yalle OTMEYaIKMCh IOPAKEHUSI OPraHOB-
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muineHeit (HJI [9, 16], mopaxenue ckenera [16]). Cpe-
Y MallMeHTOB CTaplllero Bo3pacTa yalle Mpeodianaiu
keHIHLI [16, 23]. TTo nanubiM J. George U coaBT. U3
Wnnun [18], eAMHCTBEHHBIM OTIMYMEM MOJOIBIX Ia-
LIMEHTOB OT OOJIBHBIX CTapIIEro Bo3pacTa ObLJIO OTCYT-
crBue paka OIIK u runepnnasuu OILZK. C. Cronin u
COaBT. [23] OTMETHIN, YTO Y ACTEH U TTOAPOCTKOB Yallie
BcTpevaeTcss criopagnueckuit TITTIT, ywem Hacnmen-
ctBeHHbIe ¢popMbl. C. Harman u coasr. [16] onncanu 2
MalMeHTOB, Y KOTOPBIX Pa3BUJICS pEIUMOIUB 3a00jieBa-
HUS C IpKOI KJIMHUYECKON KapTuHOM yepe3 17 u 9 net
IOCJIe YCIIEUIHOM OIlepalliy, B CBSI3U C YEM aBTOPLI
MOAYEPKUBAIOT HEOOXOMUMOCTh UIUTEIBHOIO HabJII0-
JIeHus 3a MojionbiMu nauveHtamu ¢ TITTIT.

B uccnenoBanum S. Alagaratnam [26] cpaBHUBaIu
neteii co criopagryeckuM IITTIT (16 yenoBek) u neTeit
¢ HacnenctBeHHbIM [ITTIT [7 yenoBek, U3 HUX y 4 —
MBH-1,y 1 — MBH-2A, y 1 — HPT-ITuy 1 —
X-cuernaeHHbI1 runodocdareMudyeckuii paxur). [pu
5TOM IOKa3aTe/ I Bo3pacTa Ha MOMEHT MaHudecTaluu,
BO3pPACT Ha MOMEHT OIlepalii, COOTHOIICHUE T10JIOB, a
Takxke ypoBHU Kanbuus u [1TT 3HaumMo He pasnuya-
JIMCh MeXny rpynmnamMu. ToilbkKo 1 mamyeHT B rpyIine
cnopaanyeckoro III'TIT uMen rumneprniasuio 4eThipex
OILIK, Torma xak B rpymnmne HaciaenctBeHHoro TTTTIT
cpenu namyeHToB ¢ MOH-1 Habmomanuch: y 1 — ru-
neprasust yetoipex OLIXK, y 1 — 2 ageHOMBI U 2 TU-
neprasupoBaHHbie OIK, y 1 — 3 runepruiazupoBaH-
Heie OIIK n y 1 — 1 runepmniasupoBanHas OILK.
VY namuentoB ¢ MOH-2A u HPT-JT ob6HapyxkuBanach
conutapHast ageHoMa OIIK, y manmeHTa ¢ X-cuemn-
JICHHBIM TUnogochareMUUeCKUM pPaxuTOM — TUIIEp-
mutasug yetbipex OLLK [26].

K. Loh u coasrt. [15] B CIIIA 3a nepuon ¢ 1990
mo 1996 r. BeigBuau 22 nauuenrta ¢ III'TIT B Bo3pac-
Te oT 12 mo 28 yeT (COOTHOIIEHUE XEHIIUH U MYKUYUH
1,75:1), uto coctaBwio 3% OT Bcex MPOOINEPUPOBAH-
Hbix 110 ToBoay III'TIT 3a atot nepuon. CorjiacHo Tu-
CTOJIOTMYECKOMY 3aKJTIOUEHNIO, ¥ 59% 13 HUX NMeTach
colMTapHas ageHoma, y 27% — runepruiazusi, y 9% —
MHOXECTBEHHBbIE aieHOMBI, ¥ 5% — pak OIL2K. Cpas-
HeHMe moapocTKoB (12—18 net) u B3pocibix (19—28
JIET) He OOHApYXWI0 KIMHUYECKUX, THUCTOJOTUYECKUX
1 OMOXMMUYECKHUX pa3IMuuii, KpoMe IpeodIagaHust JINIL
MY>KCKOTO TI0jla Cpelu MoapocTkoB. IIpu atoM y TpeTu
narmeHToB IITTIT Obl1 AMarHocTHpoOBaH IpPU PYTUH-
HOM OMOXMMHYECKOM MCCIIENOBAHUM, a Y */, UMEIUCh
CHMIITOMBI 1 3a00JIeBaHUSI, aCCOLIMMPOBAHHbBIC C TUIIEP-
kanbieMueit. Cemeitabiii aHaMmHe3 TIT'TIT ObuT TOTBKO
y 2 malueHToB. ABTOpPHI [15] oTMeyaloT GOJIbIIYIO pac-
MPOCTPAHEHHOCTh MYJIBTUTIAHIY/ISIPHOTO TTOPAXKEHUST U
HeobxoaumocTh nogo3peHus Ha III'TIT y monoabix na-
LIMEHTOB ¢ HeCIEIMPUIECKIMU XKaJTobaMH.

K. Cupisti u coant. [28] (I'epMaHMsI) aHATU3UPO-
Banu otiauuust [IT'TIT y maruentoB monoxe 30 et ot
3ab0eBaHMs Y JIUIL cTaplieil Bo3pacTHOI rpyrnmnbl. M3
1219 6onbhbix ¢ TII'TIT, npoonepupoBaHHbIX ¢ 1986
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o 2002 r., 64 (5,3%) nauueHTta 66T MoJjioxe 30 JeT
(cooTHoOIIEHUE XeHIIUH U MyxXunuH — 2:1). Uccneno-
BaHue reHa MEN] Gbu10 TipoBeneHo y 13 mauueHTOB,
U3 HUX y 9 ObUIa BbISIBICHA MyTalvs. Y 3 MalveHTOB
KJIMHUYECKM M T€HETUYESCKU ObUI IMOATBEPXKICH CHMH-
npoM MBOH-2A. ABTOpbl OTMEYalOT OONBIIYIO YaCTOTY
MYJIbTUIJIAHAYJISIPHOIO MOPaXEeHUsI Cpely INallMeHTOB
moJiogoro Bo3dpacta. ConutapHas aneHoMa OIL2K 6b11a
BeisiBIIeHa y 32 (50%) (p<0,001), MyabTUIIaHAYJIIPHOE
nopaxenue — y 25 (39% nipotus 13% B crapiieii rpyn-
ie; p<0,001), y 2 NpearosoXuTeabHO UMeJl MECTO paK
OIIK, y 5 mainyeHTOB He YAaJIOCh BBISIBUTh aJcHOMY.
IIpu nuHaMuyecKoMm HaboAeHUY 3a 54 maleHTaMu y
4?2 coxpaHsIaChb HOPMOKAJIbLIMEMUS, V 5 — TUIOKAalb-
uemus, y 7 — rurepkanbureMus. B o01eli cioxxHoctu
16 (25%) MonoABIX MALIMEHTOB ITOABEPIJIMCH ITOBTOP-
HOI1 ortepauuy B cpaBHeHun co 105 (9%) naumeHTamMu
crapiero Bospacta (p=0,003). Y MojionpIx ManyueHToB
ObLIM 3HAYMTEIbHO MEHEE BBhIpaXXEHbI OOJIM B KOCTSIX,
KOCTHas AeMUHEepaIM3alysa U HeMPOIICUXUaTpUIECKIe
CUMIITOMBI. Paznnuuit mo OMOXMMUYECKUM IOKa3aTe-
JISIM BBISIBJIEHO He ObLIO [28].

M. Sneider u coast. [29] (CIIA) cpaBHUBaIM KJIM-
Hudeckue ocodbeHHocTn criopaaudeckoro INITIT u wc-
XOIIbI XUPYPIUYECKOTO JICYCHMS Y IMALIMEHTOB MOJIOIOTO
Bo3pacTa U y OOJNbHBIX cTapiiero Bospacra. I[Ipoonepu-
poBaHHbIN ¢ 1970 no 2007 r. 1101 mauueHT ObLIM pa3ne-
JIeHbI Ha aBe rpynmnbl: <40 et (n=110) u >40 et (n=991).
M3 uccnenoBaHus ObUIM MCKIIIOYEHBI OOJBHBIE C BTO-
PUYHBIM, TPETUYHBIM, JIUTUMMHIYLIUPOBAHHBIM THIICD-
nmapaTupeo3oM, cuHaApoMamMu MOBOH, HaclienCTBEeHHBIM
[II'TIT, pakom OILIZK, paxutom. B rpyrie MojionbIx rma-
LIMEHTOB COOTHOIIIEHUE XeHIIMH 65 (59%) 1 My>xuuH 45
(41%) cTaTUCTUYECKU JOCTOBEPHO OTJIMYAJIOCh OT TAKO-
BoOro B cTapiieii rpymre (742 (75%) u 249 (25%) cooTBeT-
CTBEHHO). AcuMNTOMHas1 (popMa BcTpedanach B 27,3%
y MOJIOABIX MAalIMEHTOB U y 26,3% MalueHTOB CTapIIero
Bo3pacTa. ¥ MOJIOABIX MallMeHTOB vale BcTpevascs HJT
(44,5% nipotus 28,8%), Torna Kak 601 B KOCTSIX 3HAYM -
MO yYallle OTMEYaJIMCh y MAlEHTOB CTapIIero Bo3pacTa
(32,1% npotus 14,5%). I1o GUOXMMUYECKUM U TOPMO-
HaJIbHBIM TI0KAa3aTeJIsIM Kak JI0, TaK U IIOCJIe Orepaliu,
PaBHO Kak U TI0 TIPOLIEHTY JIULL C MYJIbTUTIAHAYISIPHBIM
MopaxkKeHUEM TPYIIILI He pa3iuvaiuck. YacToTa pemuc-
CHUU B 00EUX IpyMIIax Mocjie napaTupeonadKTOMIUM ObLTa
conoctaBuMa: 96,4% y MOJIOIbIX MalMeHTOB U 96,3% y
0OJIbHBIX cTapiiero Bo3pacta [29]. Takum obpaszom, uc-
cJIe0BaTe Iy IMMOATBEPAMIIN 60Jiee BBICOKYIO pACIIPOCTpa-
HeHHocTh HJI cpeny MostonbIx malMeHToB, YTO COOTBET-
ctByeT nanHbIM C. Harman u K. Loh [15, 16]. B otimnune
oT maHHbIX K. Cupisti u coaBr. [28, 29] npolieHT Jull C
MYJIBTULJIAHAY/ISIPHBIM TTOpaXKeHUEM ObLI OIMHAKOB B
00erX TpymIax, YTO aBTOPHI CBSI3BIBAIOT MCKIIIOUEHUEM
13 UCCIICIOBaHMS AIMEHTOB C HACASICTBEHHBIMU (hOp-
mamu IITTIT.

A. Skandarajah u coast. [30] (Ppanums) npencra-
BWIM KJIMHWYECKHEe NaHHbIe 21 mMmareHTa Mojoxe 40
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net co cnopaaudyeckuM IITTIT (cpeguuii Bo3pact 30,8
roja), KOTOPbIM MPOBOAMUJIOCH MPSIMOE CEKBEHUPOBA-
Hue reHa MEN1. Y 15 (71,4%) 60J1bHBIX ObLIa CUMIITO-
MaTu4ecKas TUIepKaabuueMus Uy 6 (28,6%) rumep-
KaJbLIeMUS ObljIa BhIsIBIIEHA ciryyaiiHo. Y 19 (91%) us
21 manueHTa UMesoch nopaxenue omHoit OLLK (16
aneHoMm OILZK, 1 ageHonuoMa U 2 TUIEPIUIA3UU Of-
Hoit OILXK). ¥V 1 mauueHTa Obla ABOIMHAS ajgecHOMa,
ele y 1 mauureHTa — runepIuiasus Bcex yetbipex OLK.
Xupypruueckoe JiedeHre MPUBEIO K PEMUCCUU Y BCeEX
nauueHToB [30].

L. Starker u coaBT. [31] olileHMBaNIX repMUHAIbHBIE
myTauuu y mosiogbix nauueHToB ¢ [TI'TIT u cpaBHuBanu
KJIMHUYECKUE XapaKTepUCTUKHU TAIIMEHTOB <44 JIeT u
>45 net. Cpeny nauueHTOB MOJIOIOTO BO3pacTa Co CIO-
pamumyeckuM TTTTIT yame Berpevancs HJT (28,5% mnipo-
tuB 20,9%; p<0,05), pexxe — nopaxenue Kocreii (50,3%
npotuB 75,3%; p<0,05), MeHbIlIe ObLIA AOJSA KCHIIUH
(68,2% nipotus 80,5%). I1o ocTaabHBIM XapaKTEPUCTH -
KaMm (OMOXMMMYECKHE TOKa3aTeJau, TUII OoIllepauuud U
JIAHHBIC THCTOJIOTMYECKOTO MUCCICI0BAHUSI) IPYIIIbI HEe
pasnuuanucs [31].

Ienecoo0pasHOCTh MOJIEKYISIPHO-TEHETHYECKUX
MCCJIeIOBAHMI Y TALMEHTOB MOJIOJIOTO BO3PACTA C
ITIIT

N3 20 cnyyaes IIT'TIT npubnusutenbHo 1 sgBasgeT-
Csl HACJIEACTBEHHBIM U BO3HUKAET KaK U30JMPOBaHHAS
¢dopma b0 B COUYETAHUU C APYTUMU KIMHUYECKUMU
nposiaeHussMu [32]. HacnencTBeHHbIE CUHAPOMBI, ac-
couuupoBaHHsie ¢ IIT'TIT, Bkaouaror MOH-1, MOH-
2A, MBH-4, HPT-JT, ceMeiiHyl0 rUmoKaaibLiypuye-
CKYIO TUTIEPKAIbLIMEMUIO Y CEMEWHBIN U30JIMPOBAHHBI
rurnepnaparvipeo3. K pa3BUTHIO JaHHBIX CUHIPOMOB
COOTBETCTBEHHO MPUBOAAT MyTauuu B reHax MENI,
RET, CDKNI1B, CDC73, CASR; myTaliuu, IpyuBOIsIIUe
K Pa3BUTUIO CEMEMHOro M30JMPOBAHHOTO TUIepHapa-
TUPEO03a, N0 CUX MOP HEU3BECTHBI, OTHAKO B HEKOTOPHIX
CJIydasix TIpU 3TOM COCTOSIHUM OOHApYXKMBAIOTCS MyTa-
uuu B reHax MEN1, CASR vnu CDC73 [33].IlogpobOHoe
OINMUCAaHUE HACJIEACTBEHHBIX CUHAPOMOB, TIPU KOTOPBIX
Bo3HukaeT [ITTIT, BeIXoauT 3a paMKu JaHHOTO 0030pa.
Bormpoc 0 He06X0AMMOCTH MOJIEKYISIPHO-TEHETUYECKO-
TO CKPUHUWHTA Cpeay BceX MosioAbix rmanueHToB ¢ [TI'TIT
Ha Hanuuyue HacnenactBeHHbIx dhopm TITTIT no cux mop
OCTaeTCsd OTKPBITHIM. Takke He ompenesieH MOPOTroBbIA
Bo3pacT (30 jiet u 60oJiee), Mpu KOTOPOM, BOZBMOXKHO, IO~
JTOOHBII CKPUHUHT OKaXKETCS 11eJIeCO00pa3HbIM.

IIpsamoe cekBennpoBanne rena MEN1

A. Skandarajah u coasr. [30] omeHuBanIM HE0OXO-
IUMOCTh PYTMHHOTO CeKBeHMpoBaHUS reHa MENI y
MarreHToB Mojioxke 40 JIeT ¢ KITMHUYIECKHU CIIopaanye-
ckuM TITTIT. U3 1253 manueHTOB, MOABEPIIINXCS XU-
pyprudyeckomy jedyeHuto no nosoay III'TIT 3a 11-net-
Huit nepuon, 87 (6,2%) Haxoouauch B Bo3pacte 10 40
net. VI3 Hux 12 maimeHToB ObUIA UCKITIOYEHBI U3 UCCIe-
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JIOBaHUsI, MMOCKOJIbKY OHM SIBJISUIMCh HOCUTEJISIMU Tep-
MUHaJbHbIX MyTauuii (10 — MOH-1 u 2 — MBH-2A),
a 21 u3 ocTaBIIMXCSI 75 MaLMEHTOB OBLIO MPOBEACHO
MOJIEKYJISIPHO-TEHETUYeCKOe ucciaenoBaHue. TOJIBKO y
1 (4,7%) w3 HuUX ObLIa BBISIBJIcHA FepMUHAIbHAS MyTa-
uusg B reHe MENI (sx30H 3, ¢.680 681delGCinsC).
¥V storo 6oabHoro 32 netr umen mecto HJI, a Bo Bpems
orepauuu Oblj1a oOHapyxXeHa aBoiiHasa ageHoma O 1K,
Yepes 9 jieT y Hero ObUIM BBISIBJIEHBI 00pa30BaHUs Hal-
MOYCUYHUKOB U IIOMKEIYIOYHOM Keje3bl. Takke y
39-netHeit xeHmuHbl ¢ HJI ObL1 BBISIBIEH MOJIMMOP-
¢usm rena MEN1 p.Ala541Thr B ak3o0He 10. ¥ Hee no-
cie ynaneHus aneHoaumnombl OILZK HacTynuia pemuc-
cus IITTIT. ABTOpBI CUMTAIOT HelleJeCOO0pa3HbIM MO-
JIEKYJISIpHO-TeHeTh4YecKoe uccienopanue rena MEN1y
Bcex mauueHToB ¢ ITI'TIT monoxe 40 neT u mpeayiaraiot
CJIEOYIOLIYIO CTPATeruio I BBISIBJICHUS MOTCHIUAIIb-
HBIX HOCUTEJIEM MyTallMii: HAa OOOIIEPALlMOHHOM 3Ta-
e — TIIATEeJIbHBIN COOp aHaMHe3a ISl BbISIBJICHUS Ha-
JIMYMS IPYTUX SHIOKPUHHBIX OMyX0Jell y mpobaHIa u y
YJIeHOB ero ceMbu. HeoOXxomumo omnpeneneHue ypoBHSI
KaJbIIUTOHMHA Yy BCEX IALIMEHTOB ISl MCKJIIOYCHUS
MOBH-2A; cuunturpadus OIK 1 Y3U, a npu BbIsIB-
JIEHUMU MYJIBTUIVIAHIYISIPHOTO TOPaXKeHUsI, IIPU OTPH-
LIaTeJIbHOM Pe3yJIbTaTe WM IIPU PACXOXIACHUU PEe3yJIb-
TATOB ITIOKa3aHa ABYCTOPOHHSISI peBU3MsS. MUHMMAaIBHO
VHBAa3UBHBIN MMOJIXO B TAKOM CJIyyae MPOTUBOIIOKA3aH.
Ecau npy MMHMMaIbHO MHBa3WBHOM IIOAXOE YPOBEHD
nHTakTHOro ITTT yepes 15 muH He cHXaeTcs Ha 50% u
OoublIe, HEOOXOOMMA OTKPBITAsl LIEPBUKOTOMMUSI C pe-
Busueit Bcex yetbipex OLIK. ITpu BbISIBAEHUM TUnep-
mnasuu Beex OIIZK, ocobeHHO acCMMMETPpUYHOI, cie-
nyet 3amomo3pute MOH-1. Ha nocneonepaiimuoHHOM
JTare reHeTUYECKOoe UCCIEeNOBaHMe TTIOKA3aHO BCEM T1a-
LIMEHTaM ¢ MYJIbTMIIAHIYJISIpHBIM HopaxkeHueM. [Ipu
MOJ03PEHUU Ha CeMEHBIN aHaMHe3 3a00JieBaHs O1O-
XUMUYECKOE UCCICI0BAaHKE IJIsI BBISIBIICHUS IPYTHX ac-
COLIMMPOBAHHBIX JHIOKPUHOIATUI JODKHO IIPOBO-
IUTbCS, KaK U 'y Hocutesel mytauuii B MEN 1. Heobxo-
JIVMMO JUIMTEJIbHOE HaOII0NeHME 32 BCEMU NallueHTaMK1
¢ IIT'TIT [30].

P. Langer u coaBt. [33] oOHapyXuiau MyTaluu B
rene MEN1y 2 (13,3%) u3 15 naiueHTOB CO CIIOpaau-
yeckuM TIT'TIT (6e3 oTSroimeHHOro ceMeifHOro aHaM-
He3a) B Bo3pacte MeHee 40 jer. ¥ oOoux IMalleHTOB
ObU10 MyJabTUrIAaHAyAsipHOEe MopaxeHue OILZK, Torma
Kak y 13 maumeHTOB ¢ coiuTapHoi ageHomoi OIIZK
MyTallM} BBISBJICHBI He ObLIA. ABTODHI J€/IAalOT BBIBOI,
yto criopaguueckuii III'TIT y namuenToB monoxe 40
JIET ¢ MYJbTUINIaHAYAApHBIM TTopaxkeHuem OILLZK mo-
KET IPEACTABIISTh COOO0I IMepBOe MPOSIBICHUE CUHIPO-
mMa MBOH-1, HecMOTpsl Ha OTCYTCTBHME OTSTOIIEHHOTO
ceMeiHOro aHaMHe3a. TakuM o0pa3oM, Y BceX MalMeH-
TOB ¢ MyTtauusiMmu MENT nmeno MecTo MyJbTUTJIaHAY-
JngpHoe nopaxeHnue OIIK, Torna kak y O0JIbIIMHCTBA
OOJILHBIX 0€3 MyTall1il B 9TOM TeHe ObLIU COJIUTapHbIC
ageHombl OIII2K [30, 33].
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HAYYHbIM OB30OP

MoJieKyJISIpHO-TeHeTHIECKOe HCCIIe0BAHIE IPYTUX
TeHOB

L. Starker u coaBr. [31] y 86 manieHTOB C KIIMHUYE-
cknM criopagmdyeckuM IITTIT B Bo3pacTte <45 ner mpo-
BOOWIM cekBeHMpoBaHue 1o Conrepy reHoB MENI,
CASR n CDC73. INaunenTsl 0bin oTOOpaHbl n3 1161
6osibHOrO, orepupoaHHoro ¢ 2001 mo 2009 r. ¥V 8
(9,3%) n3 86 nauKeHTOB ObUIM BBISIBJICHBI [€PMUHAIb-
Heie mytanuu (4 MEN1, 3 CASRu 1 CDC73). B coBo-
KYITHOCTH C YK€ U3BECTHBIMU CITyJassMU TepMUHAIbHBIC
MyTaluu oOHapyxuBaiuch y 24 (23,5%) u3 102 mauu-
eHToB (15 MEN1, 4 RET, 3 CASR, 2 CDC73). ABTOpHI
NeTaIOT BBIBOI, YTO TEHETUYECKOE MCCIICHOBAHUE MO-
XKeT OBITh OIPABIAHHO Y MOJIOIBIX MAIIMEHTOB C KIIMHM -
yeckuM criopaguyeckum IITTIT.

3akAloueHue

IIT'TIT B MonogoM Bo3pacTe BcTpedaeTcs peako. I1o
JIaHHBIM OoJbIInHCTBA UcciaenopanHuii, [II'TIT B moso-
JIOM BO3pacTe yallle AUArHOCTUPYETCS B BUIE MaHU-
decTHBIX (hOpM B OTJIMYKE OT MALMEHTOB CTApIIeii BO3-
pacTHoi1 rpymniibl, y KoTopbiX B cTpykType IITTIT mpe-
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BaJIMPYIOT MaJIOCUMITTOMHBIE (hopMbI. Kak 11y B3pOCIbIX
6onbHBIX, Y MoJioabix nanueHToB ¢ IIT'TIT nmpeobnana-
10T coqutapHeie aneHoMbl OILK, ymaneHne KoTophix
MpUBOIUT K pemuccum 3aboneBanus; III'TIT y momo-
IIBIX Yallle ObIBaeT CIIopanuyeckKuM, a He KOMIIOHEHTOM
HacJIeAICTBEHHBIX CMHApoMOB. HeobxomuMmocTh MoJie-
KYJISIPHO-T€HETMYECKOTO CKPUHUHIA y BCEX MOJOIBIX
nmauueHToB ¢ III'TIT Ha mpeaMeT BHIIBIACHUS Haced-
CTBEHHBIX CHUHAPOMOB, accouuupoBaHHbix ¢ ITITTIT,
Iepen ONepaTHBHBIM BMEIIATEILCTBOM B HACTOSINEE
BpeMsI He ToKa3aHa.

AonoAHuTeAbHast uHdopmaums

Wctounuk ¢punancuposanus. VccienoBaHue BbIMOIHEHO TPU PUHAH-
coBoit monnepxkke PODU B pamkax HaydHoro mpoekrta Nel6-34-
00401 mon_a.
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