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®UO nannenta: TECT AHOHUM AHOHUM
Moa:  MYXCKOU

Jara poxknennsi: 28/01/1996 Moaubixer: 30 Pedepencuas rpynma:

3aka3zunk: OBPA3EIL] Nezakasza: OBPA3EIL]
HccienoBanne ‘ Pesyabrat ‘ Eannuubi ‘ PedepencHbiii nHTepBa

Ipoduiab «Onpenenenue reHeTHYECKUX NPUYHH 2300CNIEPMHUN: AHATU3 MUKPOeenuii Y-XxpoMocoMsl 1o jiokycam AZF (a.b.e) v
MY:KYMH ¢ OecnioaueM (¢ 3aK/04eHUeM Bpaya-reHeTHKa)»
Buomarepuan: Beno3Hnas KpoBb Jlara B3aTus Onomartepuana: J[ata mocrynjieHus B J1abopaTopuio:
28/01/2026 08:25 28/01/2026

A27.05.022.000.01 Onpedenenue nonumopgpusma eena AZF 6 kposu

MYXCKOE BECIVIOIUE: ONTPEJEJIEHUE TEHETUYECKHUX INTPUYUH A3OOCITEPMUU

(MUKPOJEJIEIIMHA Y-XPOMOCOMBI ITO JIOKYCAM AZF (A,B,C)

AZFa: sY84 (®akrop a3oocrnepmun, cyoperuon AZFa, N N

STS-mapkep sY84)

AZFa: sY86 (®axrop a3oocmepmun, cyopernon AZFa, N N

STS-mapkep sY86)

AZFa: sY615 (®axTop azoocniepmum, cyopernon AZFa, N N

STS-mapkep sY615)

AZFb: sY127 (dakrop azoocniepmuu, cyopernon AZFb, N N

STS-mapkep sY127)

AZFb: sY134 (®axrop a3oocmepmun, cyopernon AZFb, N N

STS-mapkep sY 134)

AZFb: sY 142 (Paxrop azoocnepmun, cyoperrnon AZFb, N N

STS-mapkep sY 142)

AZFDb: sY1197 (dakrop azoocniepmun, cyoperunon AZFDb, N N

STS-mapxep sY1197)

AZFc: sY254 (®axTop azoocnepmun, cyopernon AZFc, N N

Mapkep sY254)

AZFc: sY255 (®axTop azoocnepmun, cyoperunon AZFc, N N

Mapkep sY255)

AZFc: sY1291 (Dakrop azoocniepmun, cyopernon AZFc, N N

Mapkep sY 1291)

AZFc: sY 1125 (®akrop a3oocnepmun, cyoperunon AZFc, N N

Mapkep sY 1125)

AZFc: sY 1206 (DakTop a3oocmepmun, cydpernon AZFc, N N

Mmapkep sY 1206)

AZFc: sY242 (DakTop azoocnepmun, cyoperunon AZFc, N N

Mapkep sY242)

BuomarepuaJ: JaTa B3saTHs OMoMaTepuasa: JlaTa nocTymjieHusi B 1a00paTOpPUIO:

28/01/2026 08:25 28/01/2026

A01.30.013.000.01 Ananumuueckoe 3aKn04eHUe BPAUA-2EHEMUKA NO OOHOMY NPOPUILIO

AHaTUTHYECKOE 3aKITI0YCHIE Bpaya-TreHeTHKA 110 OJJHOMY CM. BJIOYKEHHBIH

pOpHUITIO daiia*

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

IMoanuch MCOJHUTES:

Jara Bbigauu pesyabrtarta: 02/02/2026

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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MUcnon b3yeMble TEPMUHDbI

OR (odds ratio) — OTHoweHMe waHcoB. OnpegensieTcsa kak LaHChbl pa3BUTUS UCXO4a Npu BO3OENCTBUU
dakTopa pucka, OeneHHble Ha LWaHCbl pa3BuTusa ucxoaa 6e3 Bo3gencTBus haktopa pucka. B gaHHoMm
cnyyae MCnonb3yeTcsl Ans OLEHKM LUaHCOB pasBUTUSA TOMO WKW MHOTO KIMHUYECKOrO COCTOSIHMS B
3aBMCUMOCTM OT reHoTuna wuHauBuagyyma. OR>1 COOTBETCTBYET yBENUYEHUIO pUCKa pasBUTUSA
aHanuaupyemoro ucxoga, OR<1 — CHMXeHMIo pucka.

AINEINDb (ot rpeu. allelon - gpyr gpyra, B3aMMHO) - OAMH M3 BO3MOXHbIX BapuaHTOB reHa. Bce reHbl
COMaTUYECKUX KNETOK, 32 UCKITHOYEHNEM FE€HOB, PACMONIOXKEHHbIX B NMOMOBbLIX XPOMOCOMaX, NpeaCcTaBreHbl
OBYMS annensMu, OOuH U3 KOTOPbIX YHacneaoBaH OT 0Tua, a ApYron — oT MaTepu. 34ecCh, B Y3KOM CMbICIIE,
ncnonb3yeTcda ana o603HaveHus onpegeneHHoro BapnaHTa I'IOJ'II/IMOpq)HOFO reHa.

FEH (rpey. genos - poa, poXAaeHue, MPOUCXOXAEHWE) - MaTepuarnbHbI HOCUTENb HacneaCcTBEHHOM
MHpopmMauum, npeacTaBnsoLLen n3 ceds ydactok JHK, Hecywmnn LenocTHyo MHpopMaLMo 0 CTPOEHUN 1
0COBEHHOCTSAX CMHTE3a OOHON Moneky bl berka.

FTEHETUYECKUN MONIMMOP®U3M — 3aech, y4acTok reHa Afs KOTOpOro B MOMyNsLMKM CyLlecTByeT
Oornee ofgHOro BapuaHTa HyKNEOTUAHOW nocnegoBaTenbHOCTM. Hanbonee dacto BcTpevaroTcs
OfHOHyKneoTuaHble nonvmopduamsl (SNP ot single nucleotide polymorphism) — 3ameHa opgHoro
HyKrneoTuaa Ha OpYrov B KOHKPETHOM TOYKE reHoMma.

FEHOTWI (rpey. genos - pof, poxaeHue, nponcxoxaeHue + typos - otnevaTok, obpasel, Tn) - (34echb, B
Y3KOM CMbICIIe) reHeTudeckasi MHopmaLms, coaepallascs B nape poanTeNbCKMX annene kakoro-nmoo
reHa y AaHHOro MHaMBUAYyYyMa.

FETEPO3UIOTHbLIX FTEHOTUN (TETEPO3UIOTHOE COCTOSIHUE MEHA) — reHoTun, cogepxaiyuii
pasHble annenu ogHoro rexa.

Funepeprua (ot rped. hyper — cBepx, Ype3MepHO N ergon — AOEWCTBUE), YCUITEHUE PEaKTUBHOCTU
opraHusma.

FTOMO3UIrOTHbIA TEHOTUN (FOMO3UIrOTHOE COCTOSAHWE TEHA) — reHotvn, copepalmi
O[IMHaKOBbIe anreny o4HOro reHa.

MYINbTU®AKTOPUATIbHBLIE BOJIE3HU (BONE3HU C HACNEOCTBEHHOM
NMPEOPACMOJNIOXKEHHOCTbBLK)) — 6one3Hn, koTopble pa3BMBaloTCs B pesynbTaTe B3avMOAENCTBUSA
onpeenéHHbIX reHeTU4YeCcKnx pakTopoB 1 creumduieckmx Bo3gencTanin hakTopoB OKpyXatoLLen cpebl.

HYKNEOTUL - egmHuyHoe 3BeHO monekynbl JHK. CyluecTByOT YeTbipe TUNa HyKneoTnaoB, codeTaHme
KOTOpbIX (hopMUpYyeT HykneoTuaHyto nocnegosatensHocTb AHK: A (ageHuH), G (ryanuH), T (TumunH), C
(UMTO3MH).

®AKTOPbl PUCKA - obwee HassaHve (pakTopoB, He SBMSIOLWMXCS HENOCPEACTBEHHOW MPUYMHOM
onpegerneHHon 60one3Hn, HO yBenuuMBaloLWMX BEPOSITHOCTb €e BO3HMKHOBeHus. [logpasgensioTcs Ha
mMoaudmumpyemble (MoBeaeH4eckne) n Hemogmnduumpyemsle (pusnonormyeckue).

®EHOTUN (ot rpey. phainon - obHapyxuBatoLLmii, ABASOWMIACA 1 typos - 0Tne4aTok) - 0603Ha4YaeT BCHO
COBOKYMHOCTb MPOSABNEHUN reHoTMna (o6wmn obnuk opraHnsmMa), a B Y3KOM - OTAEeNbHble NPU3HaKu
(dbeHbl), KOHTpoNMpyeMble onpefenéHHbiMu reHamn. MoHATMe heHoTMn pacnpocTpaHaeTcs Ha nobble
NPU3HaKN OpraHmMama, HaunmHas OT NePBUYHbIX NMPOAYKTOB AeNCTBUS reHoB - monekyn PHK 1 nonvnentugos
N KOHYas 0COBEHHOCTAMM BHELLHEro CTPOEHUS, (hM3NONOrMyeckux npoLeccoB, nosegeHns n 1.4. deHotun
dopmMupyeTcs Ha OCHOBE B3aUMOLENCTBUA reHoTUna 1 psaa hakTtoposB BHELLHEN cpefpl.

HeTOZHye gy
lentp KMitngecyos
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<DopmaT npeacTtaBrieHnA pe3ynbTaTtoB reHeTU4eCKoOro TeCtTupoBaHunsa

[eHeTu4eckoe TecTUpOBaHWE MpoBOAUTCA MO T.H. «Mnaketam» - Habopam
nonMMopdn3MOB, aCCOLMMPOBAHHbIX C OMpPeaerieHHON KMMHUYECKOW cuTyauuen. Pesynbtathl
reHeTM4eCcKoro TECTUPOBaHNS NauneHTa npeacTasneHsbl B TabnvyHoOM BUAE.

B neBom cTonbue ykasaH aHanuanpyembli nonumopdunsm (BapmabesrbHbIi y4acToK
reHa), Kotopbin o603HavaeTcs criegyoLwmm obpasom:

NR3C1: 1220 A>G (N363S), rae
NR3C1 - mexxgyHapogHoe 0603Ha4YeHne reHa

1220 A>G — 0603Ha4YeHNe HYKNEOTUAHOM 3aMeHbl (T.€. 3ameHa ageHuHa (A) Ha ryaHnH(G) B 1220
nos3vuMm OT Havana reHa). Ecnn B nutepatype BcTpevaeTcs apyroe obo3HayveHne OaHHOro
nonumopdusma (B 4aHHOM crydae no ammHOKUCIIoTHoM 3ameHe N363S, T.e. 3aMeHa B Monekyne
6enka AcnaparuHa (N) Ha CepuH (S) B 363 nosuumm), TO OHO NPUBOANTCS B CKOBKaXx.

B rpadpe «eHOTUN NaumeHTa» ykasaH reHoTun nauneHTta no AaHHoOMy nonmmopgusmy,
BbISIBIEHHbIN B NPOLECCEe MOSIEKYNSIPHO-TEHETUYECKOrO nccneaoBaHus. [eHoTun NpeacTaBneH B
BMAe AByX annenen, o6o3HavYaemMbix No HyKNeoTMAHOMY OCHOBaHMUIO, HAaXOAsLWEeMYCs B AaHHOMW
nosuumun. NeHotun AA B 4JaHHOM clnyyYae COOTBETCTBYET rOMO3UIOTHOMY COCTOSIHMIO MO annento
1220A, T1.e. reHotun naumeHta 1220AA wnu npocto AA. lpu atom annenb A (1220A)
cootBeTcTBYeT hbeHoTuny 363N. OTO O3Ha4aeT, YTO OaHHbIA annenb kKoaupyeTt OenkoByto
Mornekyny ¢ acnaparmHom B 363 nosuumm (363N). Takum o6pas3om, NpyM roMO3UroToM reHoTune
1220AA B opraHuame OyayT CUHTE3MpoBaTbCA TONbKO 6Genkosble Mornekynbl 363N. Takon
deHoTMn 0b603Ha4vaT kak romo3nrota 363NN.

B rpache «0cOBEHHOCTV» 3HaKOM ¥ OTMEUEHbI BapUaHTbI, KOTOPbIE CBS3aHbI C TEMU UMK
MHBbIMK (DEeHOTUNMMYECKUMU OcobeHHocTsIMK. [lonHasa MHdopMaums o6 aTnx nonmmopduamMax
npvBegeHa B pasfgene «cBegeHus 06 o6HapyXeHHbIX noniMmMmopduramMmax».

B ctonbue «KommeHTapun» kpaTko NpeacTaBieHbl OCHOBHbIE MPOSBAEHMWS, CBA3aHHbIE C
AaHHbIM BapMaHTOM reHoTuna, NPUMEHUTENbHO K yka3aHHoW npobneme. NonHasa nHgopmaums
060 BCex NPOSIBIIEHUSAX AaHHOro NonnmMopdmama Npy pasnmnyHbIX reHoTUnax 1 Ansi pasHbIixX rpynn
nauMeHTOB NpuBeAeHa B pasgene «cBefeHus o6 obHapyXeHHbIX nonMMopduamax».

Memﬂuqecmﬁ
lentp Kliingecko

]
Ta00paropyoj
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BHumaHu0 nauueHTOB

MbI rapaHTupyem KoHcmaeHuManbHOCTbL Balwmx NMYHbIX MeAULMHCKUX AaHHbIX, BKIOYas
mHcdopmMauuio, NonyvyeHHy B pe3ynbTaTe reHeTU4eckoro TtectupoBaHusi. Obpawaem Bawe
BHMMaHue, 4YTO npenocTaBfieHMe HPUAUNYECKON 3alUTbl B 3TOM obnactu sBnseTcA ¢hakTopom
WUCKINIOYUTENTbHOW BaXXHOCTMW.

Mpocum yyecTb, YTO OOHapyXeHHble reHeTU4Yeckme ocob6eHHOCTM Bawero opraHuama,
obGo3HayeHHble Kak (akTopbl pUCKa, He O3Ha4alT Hanuyusa WU OTCYTCTBUS YKa3aHHOro
3aboneBaHus.

MepcoHanbHbIN pe3ynbTaT FreHEeTUYECKOro MuccriefoBaHUsi OOMKEH nepepaBaTbcAa Bam
TONbKO Mocrne npeaBapuUTelibHbIX Pa3bACHEHUA U KOHCYNbTUPOBaHus ¢ BpaydoM. OueHka
3HA4YMMOCTU reHeTUYeCKUX ocobeHHocTen Bawero opraHuama HaxoguTCA B MCKIKOUYUTENbHOMU
KOMMNEeTeHUMN revawero Bpavya M MOXeT ObiTb MNpou3BedeHa TOJIbKO Ha OCHOBaHMM Bcen
COBOKYMHOCTM 3HaHUM o Bawem 3gopoBbLe U o6pase XXU3HMU.

Tonbko Baw nevyawmm Bpay MOXET OTBeTUTb Ha BOMPOC: HeobOXoauMbl nu
AonosiHuUTeNnbHbIe uccrnenoBaHus (U, ecnu Aa, To Kakue), Heo6XxoAMMO Nu U3MeHeHne obpasa XKU3HU
WUInu neveHue.
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UTorosas Tabnuua no pe3ynbTatTaM reHeTu4eCKoro TeCtupoBaHus

NakeT nccrniegoBaHum

OueHka pucka

NoHWKEHHbIN

MonynsaumoHHbIn | [NoBbILWEHHbIN

Bbicokui

IMyxckoe 6ecnnogue: onpegeneHme
reHeTU4YeCKNX NPUYMH a3oocnepmMumn
(MUKpogeneumm y-xpoMoCOMbI MO JTIOKycam
azf (a,b,c)

v
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e Myxckoe ©Oecnnogue: onpegerieHne reHEeTUYECKUX MNPUYMH as3oocnepMum
(MUKpoaeneuuu y-xpoMocombl no rnokycam azf (a,b,c)
Tpebyet KommeHTapuin
Monumopuram "eHoTMN BHUGED

AZFa: sY84 (daktop asoocnepmuu, N Be3 0CcoGeHHOCTEI
cybpervoH AZFa,STS-mapkep sY84)

AZFa: sY86 (dakTop asoocrnepmuu, N Be3 0CoGeHHOCTEI
cybpernoH AZFa,STS-mapkep sY86)

AZFa: sY615 (dakTop asoocnepmun, N Ee3 0coBeHHOCTEI
cybpernoH AZFa, STS-mapkep sY615)

AZFb: sY127 (dakrop azoocrnepmuu, N Ee3 0coBeHHOCTEI
cybpervoH AZFb, STS-mapkep sY127)

AZFb: sY134 (dakTop asoocnepmun, N Ee3 0coBeHHOCTEI
cybpernoH AZFb, STS-mapkep sY134)

AZFDb: sY142 (dakTop azoocrnepmuu, N Ee3 0coBeHHOCTEI
cybpervoH AZFb, STS-mapkep sY142)

AZFb: sY1197 (dakTop asoocrnepMmuu, N Ee3 0coBeHHOCTEI
cybpernoH AZFb, STS-mapkep sY1197)

AZFc: sY254 (dakTtop azoocnepmuu, N Ee3 0coBeHHOCTEI
cybpernoH AZFc, mapkep sY254)

AZFc: sY255 (dakTtop azoocnepmun, N Ee3 0coBeHHOCTEI
cybpervon AZFc, mapkep sY255)

AZFc: sY1291 (dakTop azoocnepmuu, N Ee3 0coBeHHOCTEI
cybpervoH AZFc, mapkep sY1291)

AZFc: sY1125 (dakTtop azoocnepmuu, N Ee3 0coBeHHOCTEI
cybpervoH AZFc, mapkep sY1125)

AZFc: sY1206 (dPakTop azoocnepmuu, N Ee3 0coBeHHOCTEI
cybpervoH AZFc, mapkep sY1206)

AZFc: sY242 (PakTop azoocnepmum,
cybpernoH AZFc, mapkep sY242) N Bes ocobeHHoCTEN

3akniouyeHue no pesynbTaTaM TeCTUPOBaHUA:

MonekynspHo-reHeTu4eckuin aHanua nokyca AZF (obnactb ¢haktopa asoocnepmun), onpenensiolero
NPeApacnonOXeHHOCTb K My>XCKOMYy 6ecnnoanto, He BbiSiBUM B FEHOTUNE MHAMBUOA HaNuuusa geneuun,

HapyLUaLWMUX criepMaToreHes.

MCTOﬂuq(gCK"ﬁ
leurp KMiHnyeckoi
Ilaﬁ()paropyog
AHarHocTyy
Chrinag),
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Jlokyc AZF pacnonoxeH Ha Y-XpOMOCOME W COOEPXWUT TFEHbl, Perynuvpyrolme cnepmMaTtoreHes
(obpasoBaHne cnepmarto3ongoB). [deneumn (noTepu) y4acTKOB [aHHOrO JlOKyca BegyT yTparte
COOTBETCTBYIOLLMX FEHOB N NPUBOAAT K HapyLleHno obpa3oBaHua cnepmaTo3omaos. B nokyce npuHATO
BblOENATb Heckonbko cybpernoHoB: AZFa, AZFb wn AZFc. HaubBonee cepbesHble HapyLleHus
cnepmMaToreHesa CcBsidaHbl C feneumsamm B cybpernoHax a u b. B aTom cnyyae natonormsa cnepmaToreHesa
MOXeT MposABMATLCA B BMOE a300CnepMun, TepaTo300CrnepMun WM TSHXKENOW OnmMro3oocrnepmun.
Oeneuun cybpernoHa c, kak npaBunoO, MeHee TsKenble M NPUMBOAAT K acTeHO300CNepMuuM Unu
onurosoocnepmun. Hanuumne peneumn B nokyce AZF pgenaeTr KOHCepBaTMBHOE rfevyeHue naTororuu
cnepmMaToreHesa npakTuyeckn GecnepcnekTMBHbIM U ABASETCH MPSAMbIM MOKa3aHWeEM K MPUMEHEHUIo
BCMOMOraTesbHbIX PenpoayKTUBHbBIX TEXHOMOMMN.

B cBs3M C BbIWENINOXKEHHBIM, MOXHO CcOenaTb BbIBOA: TFEHETUYECKNX ('*)aKTOpOB HapyLwleHunA
cnepmMartoreHesa Co CTOPOHbI JTOKyCa AZF He BbIIBNEHO. TeM HE MeEHee, 3TO HE MUCKNIYaET BO3MOXKHOCTH
Hann4yna reHeTn4ecknx CbaKTopOB becnnoaus co CTOPOHbI ApYrnx, He N3y4eHHbIX reHHbIX ceTen.

B cnyyae Hanuums y nHauBmMaa KNvHUYECKUX u/vnun nabopaTopHbIX Npu3HakoB Gecnnoaus, BO3MOXHO
npoBedeHne aHanusa 4acTto BCTpeyaembix MmyTauun B reHe CFTR. MyTtauum B 9TOM reHe MoryT
NPMBOAUTL K MY>XCKOMY Becnnoaumto (onuroacteHo3oocnepmmns, 06CTpyKTMBHasS asoocnepmMums).

3akiroueHue BbINOoJIHUA:
Bpau reHeTuk
PagueHko A.B.

[aTa:25.01.2026
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leHtp KMiHnyeckoi
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