UeHTtpanbHbin HAW Snugemnonorun
LEHTP . MEONUWNHCKUE
( : MONEKYNAPHOW AHANU3bI
ANATHOCTUKMU 3KCMEPTHOIO YPOBHSA

180020 leHeTuyecKaa npeppacnoNioKeHHOCTb K apTepuanbHON FMNepTeH3uwu.
UccnepgoBaHme nonnmopousmoB B reHax: ADRB2 (G16R, G>A), AGT (T207M, C>T),
AGT (M268T, T>C), AGTR1 (A1666C, A>C), NOS3 (D289E, T>G).

O6uwne NOHATUNA reHeTUKN

QHK — NonrMepHad MoJekysa, COCTOALaA 13 NoCefoBaTe/IbHOCTV HYKNeOoTNAOB, o6ecr|et4|/|Ba+ou4aﬂ XpaHeHne n nepe-
HOady 13 NOKOJIEHNA B MOKOIeHMEe reHeTn4yecKom I/IH(])Opl\/\aLI,I/II/I.

HYKJIEOTUL - CTpyKTYpHaA eanHnua HyKNenHoBbIX KNCNoT. B coctas HK BXxogAT 4 Hykneotaa: aneHnH — A, TuMrH — T,
ryaHuH — G, umtosmH — C.

I'EH — yyactok Monekynbl AHK, Hecylmin LuenocTHyto MHGOPMaLMIo O CUHTE3e ONpeaeneHHOro NpoayKTa (Jatle Bcero benka).

FEHETUYECKNI KOLL — CBOVMCTBEHHBIN BCEM KMBbIM OPraHy3Mam Crnocob KOAMPOBAHWA aMUHOKWCIOTHOM NOCNea0Ba-
TeNbHOCTV BEMKOB MPY MOMOLLY MOCe0BaTENbHOCTY HYKNEOTU0B; KO/, CBA3bIBAIOLIMI KOMOWHALIMIO 13 TPeX, pacro-
NOMKEHHbBIX NOAPAA HYKNEOTUAOB C ONpefeneHHON aMMHOKCIIOTON.

VIHGopMaLMa O NopAaKe aMUHOKMCIOT B BefKe 3aKoAMpOoBaHa NOCNeoBaTeNbHOCTLIO HYKNEOTUAOB B reHe. Kaxomy
13 BO3MOMKHbBIX COYETaHWM Tpex CMeEXHbIX HyKJ'IeOTl/I}J,OB (TpI/II'IJ'IeTOB) COOTBeTCTByeT OodHa N3 aMUHOKWNCNIOT UK CTHanN
OCTaHOBKM CUHTE3a benka.

GCA AGA GAT AAT TGT ...
1 2 3 4 5

Nonumopdursmbl — BapuaHTbl nocneaoBatenbHocTer AHK (oTnnuatowmeca apyr oT Apyra 3aMeHor OHOrO HyKNeoTn-
[la Ha ApYron, U3MeHeHveM nopAaaKka HyKNeoTWAOB, BCTAaBKOW 1AM BbiNaAeHUEM OAHOMO UM HECKONbKUX HYKNeoT1aO0B),
BCTpeYatoLeca ¢ 4acTtoTom He MeHee 1% B nonynaymn.

OnHoHykneoTuaHbiv nonumopdusm (SNP) — nonvmopdrsm, Npu KOTOPOM BapmaHTbl nocnefoBatefibHocTel [1HK oT1-
NNYAIOTCA B KOHKPETHOM MeCTe NOCNeA0BATENBHOCTY MO OHOMY HYK1eoTuaY.

Monnmopodursm B yuactke monekynbl IHK, Hecywem reHeTuyecKyto nHpopMaLuio (reHe), MoXKeT MU3MeHUTb
nocnefoBaTe/ibHOCTb aMUHOKNCIOT 6esika, N3MEHMB NP 3STOM CBONCTBA 6e/1Ka, YTO MOXKET OTPa3UTbCA Ha
ero GbyHKUuWN.



Monvmopdram B yuacTkax Monekynbl [IHK, perynvpyoLyx akTuBHOCTb reHOB, MOXKET, He MeHAs CBOCTB Oenka, U3MEeHUTb
€ro KONMUYECTBO, YTO MOXKET OTPA3UTLCA Ha €ro GYHKLMN.

MNonumopdHble reHbl — reHbl, NPeCcTaBAeHHbIE B MONYAALMM HECKObKUMIN BapUaHTaMK (@nienamu).

Annenu — paznuyHble GOPMbl OIHOTO U TOTO XKe reHa, PacroNOXeHHbIe B OIVHAKOBBIX YYaCTKax OfJHOM Mapbl XPOMOCOM,
KOTOPbIE PA3NYAIOTCA MO HYKNEOTUAHOW NOCNe0BaTENbHOCTY.

B 3aBUCMMOCTM OT YHaC/IeAOBAHHbIX aeneil BO3MOXKHO rOMO3UroTHoe (0T 06oux poauTenen yHacnego-
BaHbl OANHAKOBbIE ajieNiv) UV reTepo3nroTHoe (OT OTLA U MaTepun yHac/leAoBaHbl pa3Hble annenu) co-
CTOsiHME OpraHn3ma.

loMOo31roTHoe cocTosiHME — Hanuue ABYX OVIHAKOBbIX annenei (BapuaHToB) OHOIO 1 TOro e nonMmopdrma.

leTepo3uroTHoe cocToAaHMe — HanMyme PasHbix annener (BaprMaHToB) OAHOMO 1 TOTO e NOMMOPdL3Ma.

BHumaHue!

MynbTudakTopHble 3a6oneBaHua — 3a60NeBaHVIA, Pa3BMBAIOLMECA NMPU HANMUMN TEHETUYECKOW NPeapacnoNoXeH-
HOCTW 1 AencTBuM GaKTOPOB BHELLIHEW cpefibl.

O6GHapy»KeHre  reHeTn4Yecknx ocob6eHHOCTeli opraHWu3ma B BUAE BbIABJIEHHbIX annenen pucka
He 03HauyaeT Hannuna 3aboneBaHNA UM ero 06A3aTeNIbHOro BOSHUKHOBEHUA.

Pe3yﬂbTaT reHeTn4yeCcKoro nccieoBaHnA Tp66y€T KOHCYNbTalnK Bpada-reHeTrKa nin Bawero Niedallero Bpada ana pe-
LeHrA BOMNpoCa O BO3MOXHOM AOMOSIHNTENTbHOM O6CﬂeﬂOBaHI/II/I, Ha3Ha4yeHun Tepanvn nnn I'IpOd)I/IJ'IaKTI/IL—IeCKI/IX Mepo-
MPUATUAX.

Kak «yntatb» pe3ynbTaT reHeTu4YecKoro I/ICCHe,D,OBaHVIf-l?

B nesom CTOJ'I6LI,€ B rpad)e «MapamMeTp» yKasaH aHanm3mpyeMbn}1 I'IOJ'II/IMOpd)I/IESM, Ha3BaHME reHa, y4aCToK 3aMeHbl.

B cpeaHem cTonbue B rpade «pe3ynbraT» YKasaH reHoTUN naumeHTa.

Mapametp Pesynbrar PedepeHcHble 3HaueHuA

Ha3BaHwue nccnegosaHys [oTOB

HazBaHue reHa, y4acToK 3aMeHbl HyKeoTaa, 0bo3HaueHve no

GA YacTbin reHoTin B nonynAumn - GG
pedepeHCHOMY CUKBEHCY UernoBeka (rs)

KommeHTapuin naboparopum

,D,J'IFI NHTEPNPETaUnK pe3ynbraTtoB NCCNeaoBaHA HGO6XO)ZI,I/IMa KOHCYnbTalmMA Bpa4va — cneynanicra.

Kak noHumaTb pesynbTaT uccnefoBaHUs:
[eHOTMMN 06CNeayemoro

N
G/G ( G/A ) A/A

Be3 ocobeHHoCTen. Annenu pucka He | Annenb pUcKa NPUCYTCTBYET B reTepo- | Annenb pucka NprcyTCTBYET B TOMO3UIOTHOM
BbIABMEHDI. 3UFOTHOM COCTOAHMN. COCTOAHUMN.




MHTEpﬂpETaLWIﬂ NoJly4YeHHbIX pe3yJsibTaTOB reHeTN4YeCKoro ncaienoBaHuA
B 3aBNCMMOCTU OT reHOTuMNa NnauneHTa

180020 leHeTnuecKaa npeApacnoNOKEeHHOCTb K apTepuasbHON TFUNepTeH3uu.
UccnepoBaHme nonnmopdusmoB B reHax: ADRB2 (G16R, G>A), AGT (T207M, C>T),
AGT (M268T, T>C), AGTR1 (A1666C, A>C), NOS3 (D289E, T>G).

Korga pekomeHAOBaHO ucciegoBaHue:
1. HasHaueHwve nevatero Bpaya.

2. CeMeHbIN aHamHe3 PaHHKX CcepaeYHO-COCYAVCTBIX 3a001eBaHNIA Y ONM3KKX POACTBEHHWKOB (paHee 55 NeT Y My»KUiH,
paHee 65 NeT y XeHLLNH).

. JInuHbIn aHamHe3 apTepmaﬂbHoM rmnepTeH3nn 1 CepaeyHO-CoCyanCTbiX 3aboneBaHnii.
. CemelHbIA 1 NNYHBIM aHaMHe3 NHCYNTMHHE3AaBNCMMOTO CaxapHOro Anabeta 2 Tmna.

. MNonbop onTVManbHOM Tepanuy NPK YCTaHOBNEHHOW apTePUanbHON MMNepTeH3UM.

o v A~ W

. Hannune apyrux He3aBMCYMbBIX GaKTOPOB PUCKA Pa3BUTUA apTepyanbHOM MnepTeH3unm (KypeHue, iMnoanMHammna, Hapyle-
HVie NUNAHOTO 0OMeHa, abIOMMHANBHOE OXKMPEHNE: OKDYKHOCTB Tanm: =102 CM Y MyKUMH, =88 CM Y KeHLLWH Ana Nl
EBPOMEeNCKON Pachbl).

ADRB2 (G16R, G>A), rs10427113 reH 6eTa-2 agpeHopeLenTopa
BeTa-2 anpeHopeLenTopbl MPUCYTCTBYIOT Ha MemMbpaHax rMafkMX MbllL apTepui 1 6poHxmon. Bo3aeicTame KaTexonamMmMHOB Ha 3T
peLienTopbl Bbi3bIBAET PaCIMPEHNE KOPOHAPHbBIX COCY0B, COCYAOB CKENETHBIX MbILLL| 1 OPOHXION.
Hanuune annens pycka A B nonvmopdurame GI16R, G>A NprBOANT K CHUPKEHWIO OTBETa beTa-2 aapeHOPeLienTOPOB Ha BO3AENCTBME
KaTexonamyHOB.

BbIfiBNEeHHbIN reHOTUN 06CNIeAyemMoro yKkasaH B rpade «pesynbraT» B 6/1aHKe nabopatopuu.
Hanuune anneneii pucka TpebyeT KOHCYNbTaLMM Nlevallero Bpaya uim Bpaya- reHeTukal

G/A

G/G .
(4acTbin reHOTMN B MONYNALMN)

A/A

be3 ocobeHHOCTeN. Annenu pucka He
BbISIBMIEHDI.

Annenb pucka MpUCYTCTBYET B reTeposu-
FOTHOM COCTOAHWW. YMEePEeHHO MOBbILLEH-
HbII PUCK Pa3BUTLA apTepuanbHON rmnep-

Annenb prcka NpncyTCcTByET B TOMO3WNIoT-
HOM COCTOAHUW. [lOBbILIEHHDIN pnCK pas-
BUTNA apTepmaanoM rNMNepTeEH3nNn. [oBbl-

TEeH3UW. WEHHbIA PUCK Pa3BUTUS HOUHOW GOPMBI

OPOHXMANBHOM aCTMbI.

AGT (T207M, C>T), rs4762 reH aHrMOTeH3NHOreHa
AGT (M268T, T>C), rs699 reH aHrMoTeH3nHOoreHa

AHIMOTEH3UHOTEeH — npeguecTBeHHMK aHrMoTeH3MHa IIl. Mog aencTerem PeHNHa 13 aHMMOTEH3HOIeHa o6pa3yeTCﬂ AHIMOTEH3MH |, 3a-
Tem Nof AencTerem dHIMOTEH3MH-MNPeBPalljaloLLero d)epMeHTa O6pa3yETCﬂ AKTUBHBIA METabONT — aHMMOTEH3NH 1.

Hannune annenel pucka B 311ix nonmmopdramvax (T207M, C>T) n (M268T, T>C) NprBOANT K MOBbILEHMIO SKCMPECCUM aHMMOTEH3UHOTEHa.

BbIfiIBNEHHbIN reHOTUN 06CNIeAyemMoro yKasaH B rpade «pesynbraT» B 651aHKe nabopatopuu.
Hanuuwue anneneii pucka TpebyeT KOHCYNbTaLMM NleYallero Bpaya unv Bpaya-reHeTukal

Onsa nonumopodusma T207M

C/C
(4acTbIi reHOTMN B MONYNALMN)

Ona nonnmopdusma T207M
c/r

Ona nonumopdusma T207M
/T

be3 ocobeHHOCTeN. Annenu pucka He
BbIABMEHDI.

Annenb pvicka NpUCYTCTBYET B reTeposu-
FOTHOM COCTOAHWM. [1OBbILEHHbBIN  PUCK
Pa3BUTUA apTePUATbHON MMNepPTEH3NN.

Annenb pycka NPUCYTCTBYET B FOMO3WIOT-
HOM COCTOAHNW. BbICOKMUI PUCK Pa3BUTUA
apTepvianbHOM  rMnepTeHsun.  Bblcokmi
PVICK COCYAUCTBIX OCSIOXHEHWN Npu bepe-
MEHHOCTN.




Ona nonumopdusma M268T
T/T

Ona nonumopdunama M268T

T/C
(4acTbIi reHOTMN B MONYNALN)

Ona nonumopduama M268T
Cc/C

Be3 ocobeHHoCTel. Annenv pucka He
BbIABMEHbI.

Annenb pvicka NpPUCYTCTBYET B reTeposi-
FOTHOM COCTOSIHWN. [1OBBILEHHBI  PUCK
Pa3BUTUSA  apTepUanbHOM  TUMepTeH3uN,
niieMmnyecKon bonesmn cepaua.

Annenb pycka NPUCyTCTBYET B FOMO3UIOT-
HOM COCTOAHWW. BbICOKMM PUCK Pa3BUTUA
apTepuanbHOW  TMNEPTeH3nK,  Ullemmye-
CKo 6onesHu cepaLla.

YPOBHIO aHrMoTEH3MHa I,

AGTR1 (A1666C, A>C), rs5186 reH peuenTtopa 1 Tvna K aHrnoteHsuny Il

B3avmopeicTme peLienTopoB 1 TMna C aHroTeH3nHOM Il peanizyeT ocHOBHbIE 3GdeKTbl aHroTeH3nHa ll: cyeHve apTepron, NoBbi-
LWeHVie NeprdepnUYECKOro COCYANCTOro CONPOTUBAEHNA 1 apTepUanbHOrO AaBneHVs, NoBbileHVe BbIPabOoTKM anbAoCTepOHa.

Hannuve annens pricka C 8 nonnmopdusme A1666C, A>C NprBOAWT K MOBbILEHHON YyBCTBUTENBHOCTY PELIENTOPOB K HOPMabHOMY

BbisiBNeHHbIV reHOTUN o6cnegyemMoro ykasaH B rpade «pesynbTaTt» B 6naHKke nabopatopun.
Hannuve anneneii pucka TpebyeT KOHCYNbTaLMUM NleYallero Bpaya uimv Bpaya-reHeTuka!

A/A
(4acTbI reHOTUN B NoNynALmn)

A/C

Cc/C

be3 ocobeHHoCTen. Annenu pucka He
BbIABMEHDI.

Annenb pvicka MPUCYTCTBYET B reTepo3u-
FOTHOM COCTOAHMW. [1OBbILWEHHBIN  PUCK
COCYOMCTBIX OCNOXHEHNI, B YaCTHOCTM,
OCTPOro MHGapkTa Mvokapga.  MoxHo
OXWNOATb XOPOLWNIA aHTUTNEPTEH3MBHbIN
3hdeKT MpY HasHaYeHW aHTArOHWCTOB
peLenTopoB aHrMoTeH3uHa (APA).

Annenb pwcka MNPUCYTCTBYET B TOMO3M-
FOTHOM COCTOAHMW. BbICOKMI pUCK COCy-
AVCTBIX OCNIOKHEHWN (OCTPOro MHbapKTa
MVIOKapAa), MOBbILLEHHDBI PUCK BEHO3HbIX
TPOMO030B.  MOXHO OXMAATb XOPOLLNY
AHTUMMNEPTEH3MBHBIN 3GdEKT NP Ha3Ha-
UeHWV aHTarOHWCTOB PeLenTOPOB aHMMo-
TeH3uHa (APA).

NOS3 (D289E, T>G),rs1799983 reH cMHTa3bl OKNCK a30Ta
CnHTa3a oKMcK a3oTa — hepmeHT, yyacTsyeT B cuHTe3e monekyn NO 13 L- aprimHmHa.
OKcup a3oTa ABNAETCA SHAOTENMNANbHBIM FUMOTEH3UBHBIM GaKTOPOM, CHUXAOLWVM Nepudepryeckoe CoCyancToe CONpPOTUBIEHE
1 CMOCOBCTBYIOLMM PACLINMPEHMIO COCY/OB.
Hanuune annena pucka T NpUBOANT K CHUXKEHWIO aKTVBHOCTU GepMeHTa.

BbisiBNeHHbI reHOTUN 06CNiefyemoro ykasaH B rpade «pesynbTaT» B 611aHKe nabopatopum.
Hanuuve anneneii pucka TpebyeT KOHCYNbTaLUM fleyallero Bpaya wiv Bpaya-reHeTumka!

G/G

T/G
(4acTbIi reHOTMN B MONYNALMN)

T

Be3 ocobeHHoCTel. Annenv pucka He
BbIABMEHDI.

Annenb pvicka NpPUCYTCTBYET B reTeposu-
FOTHOM COCTOAHMK.  [1OBBIWEHHbIN PUCK
apTepManbHOM  rUNepTeH3nY, UleMmnye-
CKoW BonesHu cepaua, UWEMMYECKoro MH-
CynbTa.

Annenb pyicka NPUCYTCTBYET B FOMO3WUIOT-
HOM COCTOSHWN. BbICOKMIA pUCK pPa3BuTUA
rMNEePTOHUYECKOW OONEe3HW, COCYANCTBIX
NLLEMUYECKMX OCTIOKHEHWI, rUNepTeH3un
npu 6epemeHHOCTU.

BHumaHwme: ana nonyueHuns 6onee noapobHon MHbopMaLmn N MHAVBUAYANbHbBIX PEKOMEHAALINA HEOOXOAMMO 3aKa3aTb
JOMOSHUTENBbHO YCAYry «3akntoueHre Bpada-reHeTrKa K ycnyre «[eHeTnyeckan npeapacrnonoXeHHOCTb K apTepuanbHOi
runepTeH3nm» (koa ycnyrm 181020). www.cmd-online.ru



