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KIIMHUYECKUE U TEHETUYECKHE OCOBEHHOCTH
BUJIATEPAJIBHOI'O PAKA MOJIOYHOM KEJIE3bI

1 2 1 1
Jazapeeuu M.U.", Casonesuu E.JI.", Xombaxk A.M.”, Yenanuuya H.K.
1 . .
I'poonenckas ynusepcumemckas kiuHuka , I pooHenckuii 20cyoapcmeeHtblil
MeOUYUHCKUL YHUBEepCUmem

AKTyajabHocTh. Ha nporsbkennn nocienqHux 30 JET pak MOJIOYHOM KEJIE3bI
(PMX) nuaupyeT B CTPYKType MHPOBOM OHK03a007€BA€MOCTH Y KEHIIMH.
ITo namapiMm 32 2023 roxn PMIK amarHoctupoBaH y 2,3  MJIH >KCHIIUH
u ObUT mpuuuHOM 666 000 cimydaeB cmepTH. 3aKOHOMEpPHO pOCTYy 4YHCIA
HOBBIX ciiyyaeB  PMJXK  yBenuuuBaercs  9acTora . TEpPBHYHOIO  MOPAKECHUS
00enx MOJIOYHBIX JKeJie3, IO03TOMY 0c000ro BHHMMaHHS TpeOYIOT OIpeesieHue
U u3ydeHue (HaKTopoB pHUCKa, 0COOCHHOCTEH pa3BUTHS, KIMHUKO—MOP(HOIOTHUCSCKUX
XapaKTepUCTUK Tpu OwmnarepanbHoM PMIK, yuurpiBast HeOIaronpusTHbIE TPOTHO3BI
M BBICOKME TIOKa3aTenu CMepTHOCTH. OJHUM U3 U3BECTHBIX (PAKTOpOB pHCKa
pa3Butus omnarepanbHoro PMIK snsitores mytanuu B rerax BRCAL/2[1].

Heab. M3yuuts ocobGeHHocTw OumiarepaibHoro PMIK y manmeHTOoK
B ['pogHeHCKO# 0OnacTu pu pa3nudHoM, ctaTyce reHoB BRCAL/2.

Metoabl ucciaenoBanusi. [ B uccioremoBanne BrIroueHbl 30  IMaMEHTOK
c ounarepasnibibiM  PMIK, koropbiM_B 2021-2022r BBINOIHEHO MOJEKYJISIPHO—
FEHETUYECKOEe  TECTUPOBAHUE Ha HAIMYME TEePMHUHAIBHBIX  MYTallMii B reHax
BRCA1/2. YcnoBuem BKIIIOYSHUS ObLTO 0hopMiieHre HHGOPMUPOBAHHOTO COTJIACHSI.
[IpoBeneHO aHKETUPOBAHUE,  AHAIM3 CEMEMHOr0  aHaMHE3a UM MEIULIMHCKOU
ToKyMeHTanuu, Beigenena . JIHK manueHTok W3 BEHO3HOW KpPOBH, MPOBEACHO
cekBeHupoBanue #osoromokoneHus (NGS) reno BRCA1/2.

Pe3yabTathl M UX o0cy:xaeHue. Y 16 manueHtoxk u3 30 Obutm 0OHApPYKEHBI
repmuHabHbIe MyTanuu B TeHax BRCAI1/2 (rpymma BRCA mut), uro cocraBuiio
53%. Yame Beex Berpeuaitach myTamust BRCAL 5382insC —y 10 xenmun (63%),
Takke oOparfaeT Ha ce0ss BHUMaHHE BBICOKAst yacToTa myTanuii B reHe BRCA2 npu
6unarepamsaom PMOXX — 5 sxenmmna (31%). Hdna rpynmet BRCA mut cpennmii
Bo3pact nepsoro PMIK cocrasun 40,4 ner, B rpynme manueHTOK ¢ JUKUM CTaTyCOM
reia, BRCA (BRCA wt) — 50,8 ner. Ilpuuem Oonee paHHui Bo3pacT jaeOroTa
3a0oseBaHusl XapakTepeH sl HocuTenbHHI] MyTaruil B rene BRCAL — 42,6 roga
npotuB 44 ner npu myrtanuu B rene BRCA2. MatepBan mexay oOHapyX)eHHEM
NEePBUYHON OMyXO0iau ¥ MeTaxpoHHou B rpynmne BRCA wt — 8,2 ner, 115 manueHTok
rpynnel BRCA mut — 9,5 ner. Tonbko y Tpex manueHTok ¢ OunarepanbHbiM PMIK
OMyXOJIM pa3BWINCh CHUHXpPOHHO: y 1 cocratrycom BRCA wtu 2 c myranmeit
BRCA2. V 13 (43%) xeHIIMH KpOBHBIE POACTBEHHUKH cTpananu PMXK: B rpymnme
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BRCA mut 12 ciydaeB (75%) u tompko B 1 ciaydae B rpynme BRCA wt (7,1%).
Boisisnenue navanbubix (I u llA) craguit PMX cocraBuno 11 (69%) ciyuaes
srpynnie BRCA mut, B 19% ciyyaeB uMeno MECTO  COYETaHHE
MecTtHopactpocTpaneHHoro PMIK ¢ HavanbHoM craguert u 12,5% cocraBunu
MAlMEHTKH C MeCTHOpacmpocTpaHeHHBIM PMIK ¢ ogHOW CTOpOHBI, B COYETAHUU
C OITyXOJIBIO0 TAKOM K€ pacipoCTpaHEHHOCTH B Ipyroi xeinese. B rpynne BRCA wt y
9 namuenTok (64,2%) couetanuch HayalbHbIC CTaAMM 3a00J€BaHUA, a B 5 ciydasx
HavyallbHbIE CTaJWM C pacrpocTpaHeHHbIMU (35,7%). Takum oOpa3oM, B HalIUX
HAOMIOJIEHUSIX dYalle JUAarHOCTUPOBAM OwWiaTepalibHBIM MeTaxpoHHbIH  PMIK
HAaYaJbHBIX ~ CTaaui, dYTO TMOATBEepkmaeT A(OPEKTUBHOCTh  AUCHAHCEPHOIO
HAOJIIOICHHSI TIOCHIE CIeNUaabHOTO JieueHus. Hawmbornee 4acThIMH MOJEKYJISPHO—
ouonornueckumu nonrunamu  PMOK B oOemx rpynmax Obutn  JIFOMUHATHHBIN
B u Tpux b1 HEraTUBHBIN.

BeiBoabl. VY nanuentok c OwiarepanbHbiM PMJK wacTota BcTpeuaeMocTH
myTtanuii B renax BRCA1/2 Beime. B rpynne BRCA mut Bo3paer aedrota PMK na
10 ner paubme, yeM y nauveHtok rpymnmnel BRCA wt. Taxke gpakropom pucka
SIBJISIETCS  OTATOIICHHBIM HacleACTBEHHbIM aHamHe3 . o PMIK, ocobGenno mpu
nanuynu BRCA mut.
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CTPYKTYPA OPOAHHONIIATOJIOTUN Y JETEN

Jawxkoeckan T.A.
I’ poonenckuil 20cydapcmeentslii MeOUYUHCKUL YHUBEPCUMem

AxkrtyanbHocTh. Opganuble 3a0oneBaHuss — rpynna peaKHX, Yalle BCEro
reHeTH4ecKkux 3a00JIeBaHui C 4acToToil BcTpeyaeMocTH 1 ciyvail Ha 10 ThicsSu
yenoBek. BPecmyOsuke bemapycs  3apeructpupoBaHo 143 3abosieBaHus,
OTHOCSIINXCS K OpdaHHbIM [1].

Heab.. AHanu3 cTpykTyphl opdaHHBIX 3a0ojieBaHUN y nerei ['pogHeHCKOM
o0macTH.

Metoabl  ucciaegoBanmsi. [IpoaHanu3upoBaHbl  T'€HETUYECKHUE  KapThl,
MEAUIIMHCKAE KapThl CTAMOHAPHBIX MAalMEHTOB, otueT | Munapas neru, 2022r.
B I'ponnenckoii obmactu B 2022 roay cocrosmio 443 mnanuveHTta ¢ opaHHBIMU
3a0oneBaHusAMU: ManbuukoB 253 (57,1%), nesouek 190 (42,9 %), p<0,01. Meaunana
Bo3pacta jmereii — 11,8 Jyer, uaTepKBapTUIBHBIA pa3Max (Qs—Q7s) —7 MecsieB —
17 net, 6 mecs1eB.

O6paboTka maHHBIX npoBoauiack ¢ moMoIso «STATISTICA 10».

Pe3yabTatbl U ux o0cyxkaenne. Cpenu opdanHHbIX 3a0oneBaHUM Yy AeTei
I'poanenckoit obmactu HamboJiee YACTO JAUATHOCTHUPOBAIUCH 3JI0KAYECTBEHHBIC
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