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I'eneTnyeckasi MpeapacnoioKeHHOCTh K MyKOBHCIIHI03Y
BeisiBnenne narorennoro Bapranta rena CFTR 21-KB Del TlarorenHoro BapuaHrta

H[}Og}l/l.]'lb M!KOB"C!!HZ!O3 (€ 3aKJII0YeHHEM Bpavya-reHeTHuKa)

JlaTta B3saTHs GHoMaTepuaja: /laTa mocTymieHus B 1aGopaTopuio:
28/01/2026 08:25

A27.05.036 Monexynsapro-eenemuueckoe uccieoosanue mymayuil 6 cene CFTR (myKkogucyuoos) é kposu

rena CFTR 21-KB Del
(CFTRdele2,3(21kb))
oOHapyKeHO HE OBLIO0

[TatorenHoro
BapuanTa reHa CFTR
21-KB Del
(CFTRdele2,3(21kb))
o0OHapy>kKeHO He OBLIO

BrisBnenune marorennoro Bapuanta rena CFTR
c.1521 1523delCTT (p.Phe508del; F508del; rs113993960)

IlaTorennoro Bapuanra
rena CFTR
c.1521 1523delCTT

[TatorenHoro
BapuanTa reHa CFTR
c.1521 1523delCTT

00HApPYKEHO HE OBLIO

(p-Phe508del; F508del; (p-Phe508del;
1s113993960) F508del;
00HapykeHO He ObLIO0 rs113993960)
0o0HapyKEHO HE OBLIO
Brusieiienue nmatorenHoro Bapuanta reia CFTR ¢.2143delT [latorenHoro BapuaHTa [TaTorennoro
(p-Leu671Ter; L671X; rs121908812) rera CFTR c.2143delT BapuanTa rena CFTR
(p-Leu671Ter; L671X; c.2143delT
rs121908812) (p-Leu671Ter;

L671X;1s121908812)
00HapyKEHO HE OBLIO

Bruisrienne natorenHoro Bapuanta rena CFTR ¢.3846G>A
(p-Trp1282Ter; W1282X; rs77010898)

[TatorenHoro BapuaHTa
rena CFTR ¢.3846G>A
(p-Trp1282Ter;
W1282X; rs77010898)
00HapY)KEHO HE OBLIO

ITatorenHoro
BapuanTa rena CFTR
c.3846G>A
(p.Trp1282Ter;
W1282X;
rs77010898)
o0Hapy>kKeHO He OBLIO

BrisBnenue natorennoro Bapuanta rena CFTR ¢.3909C>G
(p-Asn1303Lys; N1303K; rs80034486)

[TatoreHHOTO BapraHTa
rena CFTR ¢.3909C>G
(p-Asn1303Lys;
N1303K; rs80034486)
00Hapy)KEHO HE OBLIO

[TaTorennoro
BapuanTa resa CFTR
¢.3909C>G
(p.Asnl1303Lys;
N1303K; rs80034486)
o0OHapy>KeHO He OBLIO

buomarepuai: Jlara B3aTus 6nomartepuasna: J[ata moctynjieHus B J1aGOpaTOPHUIO:
28/01/2026 08:25 28/01/2026

A01.30.013.000.01 Ananumuueckoe 3aKkuouenue paia-2eHemuKa no 0OHOMY npoQhuio

AHanMTHYECKOE 3aKIII0UCHNE Bpaya-reHeTHKa 110 OJJHOMY CM. BJIO’KEHHBII
PO UITFO daiia*

*B ciryuyae, ecid NpUJIo:KeHHe He 0TOOpakaeTcsi — odpaTuTech Ha ropsiuyio JuHuio Cutuiad: 8-800-100-36-30 (3BoHOK GecriIaTHBIN)

IMoanuch MCOJHUTES:

JlaTa BbIgaun pe3yabTaTa: 14/02/2026

IMeuatn OpraHusanuu

Basno! ®opmar pesysibTara HCCIEIOBAHMS MOKET OTJIHYATHCS B 3aBUCHMOCTH OT T1071a, BO3PACTa U PETHOHA BBINONHEHHUS. Jmer Ne 1 u3 1
HWnTepnperanus pe3yIbTaToB He SBJIACTCS JUArHO30M, 3aKJII0UCHHE [0 Pe3ysIbTaTaM JaHHOTO HCC/IeI0BAaHMs J1aeT JIeuanluii Bpad.
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Hcnonb3yemble TEPpMUHBI

AJIJIEJIB (ot rpeu. allelon - apyr npyra, B3auMHO) - OWH M3 BO3MOXKHBIX BapMaHTOB reHa. Bce reHbr
COMATHUYECKUX KIIETOK, 32 UCKJIFOUEHHUEM I'€HOB, PACIIOJIOKEHHBIX B IIOJIOBBIX XPOMOCOMAX, IIPECTABIIECHBI
JBYMsI aJIeIsIMU, OJIMH U3 KOTOPBIX YHACIIEA0BaH OT 0TI, a IPYroi — OT MaTepu. 371eCh, B y3KOM CMBICIIE,
UCTIONB3YeTCs Uil 0003HAYCHHS OTIPE/ICTICHHOTO BapHaHTa IMOJIMMOP(GHOTO TeHa.

I'EH (rped. genos - poj, pOXXIeHHE, MPOUCXOXKICHUE) - MaTepUaIbHBI HOCHUTEIh HACJICICTBEHHOU
uH(popMaIuu, npeacTaBistoniel u3 ceds yaacrox JJHK, Hecynmii e1ocTHY0 HHPOPMAITUIO O CTPOCHHUH
U 0COOCHHOCTSIX CHHTE3a OJTHOM MOJIEKYIIbI OeJKa.

TEHETUYECKHWM NOJTUMOP®U3M — 3716Ch, yIacTOK I'eHa Il KOTOPOT'O B IOMYJISIIMH CYIIIECTBYET
Oojee OAHOrO BapuaHTa HYKICOTUIHOW mocnenoBareabHOocTH. Haunbonee uacto BeTpedaroTcs
onHoHykieotuanbie nonumopdusmbel (SNP ot single nucleotide polymorphism) — 3amena omHOro
HYKJIEOTH/Ia Ha IPYTrOi B KOHKPETHOM TOUKE reHOMa.

T'EHOTMII (rpeu. genos - poJi, poXACHUE, MPOUCXOKIACHHUE + typos - OTIeYaToK, o0pasen, Tu) - (31ecCh,
B Y3KOM CMBICJIE) TeHeTHUUecKasi MH(QOpMaIIHs, COJepKaIIasics B Iape pOAUTEIbCKUX allieei Kakoro-1moo
reHa y JaHHOTO UHJIMBUyyMa.

TETEPO3UT'OTHBIA 'EHOTHII (TETEPO3UI'OTHOE COCTOSIHUE TEHA) — rexorum,
CoJIeprKallliil pa3Hble aJuleIu OJHOTO IeHa.

TOMO3UTI'OTHBIM TEHOTHUIT (TOMO3UI'OTHOE COCTOSIHUE T'EHA) — resorum,
coJIeprKalliil OMHAKOBbBIE aJIJIENIU OJTHOTO I'eHa.

MYJIbTU®AKTOPHAAJIBHBIE BOJIE3HHU (FOJIE3HU C HACJEJACTBEHHOM
INPEJAPACIHOJOKXEHHOCTBIO) — 0one3nu, KOTopble pa3BUBAIOTCS B pE3YJIbTaTE B3aUMOAEHCTBUS
onpeAeNéHHBIX TeHETHYECKUX (PAKTOPOB U CHEIU(PUIECKIX BO3ACHCTBUI ()aKTOPOB OKPYKAIOIIEH Cpebl.
HYKJVIEOTU/ - emunuunoe 3BeHo Mosiekysibl JIHK. CymiecTByroT deTbipe TUMA HYKICOTHIOB,
coueTaHue KOTopsix popmupyer HykiIeoTuaHyto nocneaosarenbHocts JAHK: A (apenun), G (ryanun), T
(tumun), C (LUTO3UH).

D®AKTOPBI PUCKA - obuiee HazBaHue (PaKkTOPOB, HE SIBISIOLIUXCS HEMOCPEICTBEHHON MPUYMHON
oTpeneieHHOW OO0JIe3HH, HO YBEIMYMBAIONINX BEPOSITHOCTH €€ BO3HUKHOBeHUs. [loapasmenstorcst Ha
Mo udHUIMpyeMble (MTOBeAeHUYECKHE) U HeMoaupUuuupyemble ((hrU31oIornyeckue).

®EHOTMUII (ot rpeu. phainon - o0HapyKUBaIOIINHA, SBISIOLIUICS U typos - OTIEYaTOK) - 0003HaYaeT
BCIO COBOKYITHOCTb IPOSIBJICHUN IreHOoTHNa (00IMii 00JIMK OpraHu3Ma), a B y3KOM - OT/€JIbHbIE PU3HAKU
(¢ensnr), KOHTpOIUpPYEMBbIE ONpeneaEHHbIMU TeHaMmu. [lonaTtue geHoTun pacmpocTpaHseTcs Ha JoObIe
NpU3HAKW OpraHu3Ma, HayuHas OT NEPBUYHBIX NPOAYKTOB JAeiicTBUs reHoB - Mmojekyn PHK u
MOJIMIENTHI0OB U KOHYAsi 0OCOOEHHOCTSIMU BHEIIHETO CTPOCHHUS, PU3NOIOTHYECKUX MTPOLIECCOB, TOBEACHHUS
u T.7. PeHoTun GopMUpyeTcss Ha OCHOBE B3aMMOACHCTBHUS T€HOTUIIA U PsJa (PaKTOPOB BHEIIHEH Cpe/Ibl.
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Buumanuio nanueHToB

Mpbl rapanTupyeM KOH(HIEHIHAJBLHOCTHL Bammx JHYHBIX MEIHUMHCKUX [JaHHBIX, BKJIIOYasi
uHopManuio, MOJYYEeHHYI0 B pe3yjbTaTe TIeHeTHYeCKOro TtectupoBaHusi. OOpamaem Baiue
BHUMaHHeE, YTO MPeI0CTABJIeHHE IOPUIUYECKON 3alIUTHI B ITOH 00jacTH siBiasieTcs: (akTopom
HCKJIIYUTEJIbHOH BAaKHOCTH.

I[Ipocum yuecTb, UYTO oOOHapy:KeHHble TeHeTHYecKHe oco0eHHocTH Bamero opranusma,
0003HAaYeHHbIe KaK (aKTOpbl PHCKA, He O03HAYAIOT HAJMYHMS HMJIH OTCYTCTBHS YKA3aHHOIO
3200JIeBaHUA.

IlepcoHajibHBIN pe3yJbTAT reHeTHYECKOI0 HCCIIeI0BAHMS 10JI:KeH NnepeaaBaThesi Bam Tosibko mocJe
NpeIBAPUTEIbHBIX PAa3bsiCHEHUIT MW KOHCYJIbTHPOBaHMS ¢ BpadoM. OueHka 3HAYMMOCTH
reHeTHYeCKUX oco0eHHocTell Bamero opraHu3sma HaxXoaMTCS B MCKJIIYMTEIbLHOW KOMIIETEHIIMU
Jieyalero Bpaya u MoskeT ObITh POM3BeIeHA TOJbKO HA OCHOBAHUM BCell COBOKYITHOCTH 3HAHMM 0
Bamem 310poBbe u 00pa3e KM3HU.

Toabko Bam Jjieyamuii Bpau Mo:KeT OTBETHUTh HA BOINPOC: HEOOXOAMMBI JIM JONOJHHUTEIbHbIE
HccJIe10BaHusA (M, eCJIM 1a, TO KaKue), He00X0AUMO JIM U3MeHeHne 00pa3a sKM3HM WJIH JeYeHne.

HNudopmanus 0 npoBeIEHHOM UCCICAOBAHUH.

BA’KHO IITOMHUTD, YTO:

BrigBieHMe MyTanMii B MCCIECJOBAaHHBIX I'€HAaX HE SBJISETCS YCTAHOBICHHEM WIIN
MIOATBEPKIEHUEM JUAarHo3a, OJHAKO, PUCK pPa3sBUTHUS IATOJIOTMYECKOIO COCTOSHUS MOMKET
MpEBBILIaTh MOMYJISIIMOHHBIN (CpeaHuil) U NmoTpeOoBaTh JIOMOJHUTEIBHBIX MCCIEI0BAaHUN U
IPOBEACHUS NPOPUIAKTUUYECKUX MEPONPUATHH, KOTOpbIE BBIIOJIHIIOTCS 110 Ha3HAYECHHUIO
Jleqallero Bpava.

I'eneTnyeckue PUCKH BOSHUKHOBCHHUA MYKOBHCIUI03A

MyxkoBucuumo3 (MB, cuHOHHM — KHCTO(HOPO3 MOKETYA0YHOI Kejie3bl)— HACIEJICTBCHHOE
3a00J€BaHKe, IPU KOTOPOM IOPAXKAIOTCS IK30KPUHHBIE JKeJe3bl opraHu3Ma. K 3K30KpHHHBIM Xkee3am
OTHOCATCS JKeJe3bl OPOHXOJErOUYHOM CHUCTEMBbI, MOKENyI0uHas jKeje3a, MMe4eHb, MOTOBbIC, CIIOHHBIC
JKEJIC3bI, KCJIC3bl KUIIICYHMUKA, ITIOJIOBBIC XKCEIIC3hbI.

— JlnarHocTuyeckuili Kpurtepuii 3a0osieBaHHMsI - IOTOBasi NMpo0a-, OCHOBAaH Ha OIPEIACICHUN
KOHIIEHTPAallMM HMOHOB xJiopa. Y peOeHKa, OOJIbHOTO MYKOBHCIMI030M, 3TOT TOKa3aTelb OOBIYHO B
HECKOJIbKO pa3 Bbllle HOpMBL. [Ipy coMHUTETbHOM pe3yibTaTe MoToBast Mpo0da MPOBOAUTCS MOBTOPHO.

JlanHbIlE O dYacTOTe MYKOBHCIHI03a BapuadenbHbI, B cpenHeM oHa coctaBiser 1: 5000
HOBOPOXKICHHBIX.




L
<
Poccus, 123308, Mockea, 3
Xopouwesckoe wocce, 4. 43[, cTp. 1 C MT M ﬂ a 5 ..

81495) 788-95-95, 8800} 100-363-0 www.citilabru | cumunab.pd

[Iprunnon pa3BuUTHUA MYKOBUCLIA1032 ABJISIIOTCSA MyTaluu B reae CFTR
(cystic fibrosis transmembrane regulator), komupyromiem  AT®-cBs3pIBatONMiA  OEIOK,  KOTOPBIi
dopmupyeT KaHal Ui HMOHOB XJIOpa B KJIETOYHBIX CTEHKaX. MyTaluu NPUBOIAT K HApYUICHUIO
TPAHCIOPTA IEKTPOJIUTOB U  HOHOB  XJOpa dYepe3 MeMOpaHbl SMUTEIUAIBHBIX  KJIETOK, 4YTO
COIIPOBOKIAETCS YCHIIGHUEM CEKPELUU TYCTOW CIM3HM U 3aKYyIMOPKOW BBIBOASIIUX MPOTOKOB Pa3IMYHBIX
xKees.

CymiecTByeT HECKOJIBKO ()OPM MYKOBHCIIUI03a:

* cMelaHHas (MOpaxaroTcs OJHOBPEMEHHO OPraHbl IbIXaHHs U MHUIEBApUTEIIbHBINA TPAKT);
*  OpoHXoJeroyHas (IOpakaroTcs MPEUMYIIECTBEHHO OpIaHbl ABIXAHUS);

*  KumieyHas (mopakaeTcs MPEeuMyIIeCTBEHHO KeTyJOUYHO-KUIICYHBIH TPAKT);

* MEKOHHEBasl HEMPOXOAUMOCTh KHIICYHUKA,;

* aTtunu4Hble (OPMBI, CBS3aHHBIE C W30JHUPOBAHHBIMHU IOPAKEHUSMHU OTACIHHBIX IKEJe3
BHEIIHEN CEKPELUH.

HacuuteiBaeTcss mpumepHo ojHa Thicsiua paznuyHbix Mytanuid B reHe CFTR. Onm Berpeuarorcs c
pa3IMYHON YacTOTOM B pas3HbIX MOMyJsusax. HekoTopbie HapyIeHus B reHe MOTYT HE UMETh HHUKaKHX
nposineHuii. Ho Oonbinas vacTe MyTanuil BBI3BIBAET MATONOTUYECKUN 3(PPEeKT, T. K. IPUBOIUT K
HapYIICHUIO (PYHKIIMOHUPOBAHUS OCIKa.

B nanHoe komIulekCHOe wucciaeaoBanue BiIodeH aHanu3 reHa CFTRua 5 wmyramuii, naumbGosee
pacripoctpaneHHbIX Ha Tepputopuu PD, Bocrounoii EBpornibl 1 CkaHIMHABUH U CBSI3aHHBIX C PAa3BUTHEM
TSDKEJBIX KIIMHUYECKNX (DOPM MYKOBHUCIIHI03A.

HccnenoBanue moMoKeT HE TOJIBKO MOATBEPAMTH WM ONPOBEPrHYTH AUArHo3 "MYKOBUCIUAO03", HO U
BBISIBUTH HOCHUTEIIBCTBO MYTAllMU Yy 370POBBIX Jrofeil. OCOOEHHO Ba)XHO MPOBOJUTH T€HETHYECKOE
TECTUPOBAHUE B CEMBAX, B KOTOPBIX €CTh OOJIbHbIE MYKOBHCIIH030M, TMOCKOJIbKY y Maphl, rae oda
POJUTENS ABISIOTCS HOCUTEISIMU MYTaIliil, BEPOSITHOCT POKIEHUSI OOJIBHOTO pedeHka coctapisieT 25 %.

,Z[O CUX TIOp MYKOBHCHHI03 CUHUTACTCA HCU3JICHHMMbIM 336OJIeBaHI/I€M, HO paHHiAd OUAarfHoCTUKa H
AZICKBATHAA TCparirgd 3HAUUTCIIbHO YIIYUIIAKOT IMIPOTHO3 3a00JIeBaHUS ¥ MNPpOIAKOT MAITUCHTY KU3Hb.

MyKOBHCIIHI03 HAcJeNyeTcs 1O ayTOCOMHO-PEIECCHBHOMY THIy. OTO O3HAuYaeT, uTo
MYKOBHCIIM/I03 BO3HUKAET Y peOeHKa, KOTOPBIH MOTYYHII IO TeHY C MyTallleil OT 000UX pOIUTENe — 1 OT
MaMbl, U OT IIaIlbIl. MYKOBI/ICIII/II[OS OAWMHAKOBO YaCTO BCTPEYACTCAd Yy MAJIBYUKOB H Yy JCBOYCK.
MyxkoBuctu103 cBsizan ¢ Myranueid B reie CFTR. DToT ren nokanu3oBaH Ha JTUHHOM IUIEYE XPOMOCOMBI
7(7q31.2). B nHacTosimiee BpeMs OMucaHo 00Jiee MoJIyTopa ThICSY Pa3IMYHbIX MyTallUi B 9TOM IreHe, OJHAKO
JUIIb HECKONBKO M3 HHUX BCTpedaroTcs ¢ yacTtoTod Oonee 1%. Camoil pacmpocTpaHeHHON MyTaluei
asisiercst Del F508. Jlons ee B Poccuu cocrapinseT 0koio 55% cpenu Bcex MyTarii Ipu MyKOBHUCITUIO03€.

IToka3zanus K TNPOBEACHUIO UCCJICTOBAHMS .

" I'erermueckas JUardioCTuKa B paMKax HCOHATAJIbHOT'O CKpUHUHIA

»  KimHanueckas MOJICKYJISIPHO-TCHETUYECKAd JUArHOCTHUKA JJIA ITOATBCPKIACHUA JUAarHo3a,
IMMOCTaBJICHHOT'O BO B3POCJIOM BO3pacTe



http://helix.ru/kb/item/06-062
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" HpCHaTaJ'IBHaH AWAarHoCTukKa B Ci1y4ac ceMEeMHOro aHaMHe3a 3a00JIeBaHus

* OmpeneneHre pucka poxkaeHus peOeHKa ¢ MyKOBHCIIUI030M TIPH IJIAHUPOBAHUY CEMbBH

I'eHoTHNI MALIMEeHTA U KJINHHYECKHE NPU3HAKHU.

I'en MyTauus W oTHn Kannunuyeckue nposiBjieHust
nanuenTa
€.1521 1523delCTT; | Ins/Ins Myranus He BISIBICHA
p.Phe508del;
F508del;
rs113993960
21-KB Del,; Ins/Ins MyTranus He BBISBIICHA
CFTRdele2,3(21kb))
CFTR
Perysstop €.2143delT; Ins/Ins MyrTariust He BBISBICHA
TpaHCMeMOpaHHOU p.Leu671Ter;
IIPOBOAMMOCTH TIPH L671X; rs121908812
MYKOBHCIIUAO3C. C.1652G>A; Gly/Gly Myranus He BbIsIBIEHA
Komupyer ATD- p.Gly551Asp;
CBSI3BIBAIOIIMI O€IOK, G551D: G511D:
KOTOPBI (OPMHPYET KaHAT | 1575527207
ABHOHOB XJIOPA'g C.3846G>A; Trp/Trp Myranus He BhISBIEHA
KJIETOYHBIX CTEHKaX. p.Trpl282Ter;
W1282X;
rs77010898
3AKJTIOYEHHUE

Hu onna 13 uccnenoBaHHBIX MyTaluil y 00ciielyeMoil BeIsiBJIeHa HEe ObLTa (BapuaHT

N/N).

[lonmyyeHHbsle pe3ynbTaTbl HE MOATBEPKAAIOT AMArHo3 MYKOBHCIMAO3Aa Y
o0cienyemMoi, HO U He UCKIIIOYAIOT €ro (0COOCHHO MPU HAIWYUHU TUIHUYHON KIMHUYECKON
KApTHUHBI).

D710 00YyCIIOBIEHO TE€M, YTO IPOBEIEHHOE UCCIIEI0BAHUE BBIABISET TOJBKO YaCThIE
MyTallH, BCTPEUAIOIIMXCS TPU TaHHOM 3a00JIEBAHNHM, a Y MallMeHTa TEOPETUYECKH MOTYT
NPUCYTCTBOBATh Apyrue, Oosiee penkue myrauuu B rene CFTR, He BblsiBisemble npu

—HPOBEACHHOM UCCHACHORAHIM
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Bo3moxHO Takke Hamu4ue B JPYTHUX TeHax, MPUBOJAIAX K BO3HHUKHOBEHUIO
noxoxker knmmHMYeckor kaptuHbl (DCTN4, SCNN1B, TGFB1, SCNN1G, SCNNI1A,

TNFRSF1A, CFM1, SLC26A9, SLC6A14, SLC9A3). Ho wMyTammm BITHX TI€Hax
BCTPEYAIOTCS CYIIECTBEHHO PEXKE.

Ecnu nccnenoBanne npoBOAMIIOCH C LIENIbIO BBISIBIICHUSI HOCUTEIIBCTBA U3BECTHOW B
CeMbE MYTallMM y 370pOBOro (OJAHOM W3 BXOJSIIMX B BBIMICYKA3aHHBIMA CIIHUCOK), TO
JOTIOJTHUTENIbHBIEC UCCIIEA0OBAHMS HE 11eJ1ecO00pa3HbI

PEKOMEH/JAIINMN:
1.
1. Ilpu HaMMUMY KIMHAYECKON KapTUHBI MYKOBHCITHI03a — ITPOBEICHHE ITOTOBOM
POOKI

2. Pemenne  Bompoca O  TIPOJODKCHUH  MOJEKYJISIPHO-TEHETHYCCKOTO
obOcneoBanms (MpsSMOE aBTOMaTHYeCKOoe cekBeHupoBaHue reHa CFTR wmu
HK30MHOE CEKBEHHUPOBAHHE).

Cnmcox Jureparypsl

= A.E.IlaBnos, C. B. Anansko, E. B. BopoObeB. MosiekynsipHO-TeHeTHUeCKasi TUarHOCTHKA
MYyKOBHCIIH103a B hopMaTe mukpouutna. Jlaboparopus Ned, 2012.

= American College of Medical Genetics Laboratory standards and guidelines for CFTR
Mutation Testing (2011).

3aKIIFOUE€HNE BBITTOIHUIIL:
Bpau reneTuk, K.M.H.
OxkyneBa E.I'.

6 O%(Mé?f’

Hara: 12.11.2025.




