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PEBOJIIOLNS, KOTOPYIO Mbl MO4TU MPOCMAJIU
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PaclmdpoBka reHoMa YenoBeka v nosiBieHne OTHOCUTESNbHO MPOCTLIX METOA0B
CEKBEHVPOBAHWS CAENano BO3MOXHbBIM PacluMbpPOBKY FEHETUYECKOW NPUPOAbI
3HAYMTENBHOTO YMcna 3a601eBaHwiA, B TOM YMcie 1 B kapavonorun. KaHanonatum,
KapavomuonaTum, cemeiiHbie GopMbl TMNEPSNMAEMIN, IErO4Has apTepuanbHas
rUNepToHust — 3T 3aboneBaHus 3a pyoexoM SIBASIOTCS NokasaHWem Lns yriy-
6NEHHOTO reHeTNYECKoro uccnenoBaHns. CTaTbs MOCBSILLEHA ONUCAHUIO NOka3a-
HUI NS PYTUHHOTO NPUMEHEHNS CEKBEHMPOBAHUS HOBOTO MOKOIEHUS.
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KnioueBbie cnoBa: reHeTnyeckue 3a60neBaHnsl, CUHAPOM YAIUHEHHOTO QT, CUH-
npom Bpyrapa, cuHapom ykopoueHHoro QT, katexonammHepruyeckas nonumopod-
Has Xeny#oykoBas Taxukapaus, apuTMOreHHas AUCNAasvs NpaBoro Xenyaoyka,
NIeroyHasi apTepuanbHas MMnepToHUsi, AUnaTauyoHHbIE KapAMOMUONaTum, runep-
Tpoduyeckas KapavomuonaTtus, cemeitHas runepaunuaemus, CeKBeH1pOoBaHue
HOBOrO MOKONEHUSI.
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THE REVOLUTION, WE HAVE ALMOST OVERSLEPT

Zateyshchikov D.A.1’2’3, Monserrat L.*

Human genome decoding and the development of relatively simple methods of
sequencing made it possible to unveil genetic origin of various diseases, including
cardiological. Canalopathies, cardiomyopathies, family forms of hyperlipidemia,
pulmonary arterial hypertension — these diseases abroad are the indications for
more profound genetic test. The article focuses on the indications for routine
sequencing of new generation.
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ITocne Toro, Kak oKoHYaHue npoekTa “IeHoM uenoBeka”
He TIPUBEJIO K HEMEIICHHON pacIbpoBKe TepCOHATBHOM
“KHUTH Cyned”, 4eIOBeYeCTBO BITAIO B CKEIITUIECKOE YHBI-
HMeE: TIOTpavYeHbl MIJUTHAPIBI 0€3 IPKOTO M OYEBUIHOTO IJIST
BCEX pe3yibTaTa. MexXmy TeM, TCHeTUISCKIE MCCIICIOBAHNS
13 (paHTACTIIECKN JOPOTOTO YIOBOJILCTBUS IIPEBPAILIAINCH
B pyTuHy. HakamumBaamch JaHHBIC, ¥ BOPYT CTAIN ITOHSIT-
HBIMI MEXaH3MBI PA3BUTHSI MHOTUX 3a00J1eBaHMiA. B3phIBO-
o0Opa3HOe HaKOIUICHUMe WH(MOPMAIMKM IIPUHECTIO IDIONBI
u B 2010r B peKOMEeHIALIMSX TT0 JICYEHUIO CepISYHON HeI0-
CTAaTOYHOCTA ONHOVMMEHHOM aMEpPHKAHCKOM acCOIMaIiin
BIICPBBIC TIOSIBIJIACH IJIaBa, ITOCBAIICHHAS TEHETHISCKOMY
TecTupoBaHuIO [ 1]. CIIOXHBIN MHCTPYMEHT HayIHOTO TIOVICKA
CTaJl YaCThIO OOBIYHOM KIIMHUYECKOM ITPAKTUKMU.

Ocoboe 3HaYeHUE TCHOTUITMPOBAHME MMECT IS TeX,
Yy KOTO B CEMEIMHOM aHaMHe3¢ MMEIOTCST YKa3aHWS Ha BHE-
3amHyl0 cMepTh. BHesamHast cepmeuHas cmepth (BCC),
Impom3olieniias B Bo3pacte 10 40 JeT B OOJBIIMHCTBE
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ventricular dysplasia, pulmonary hypertension, dilated cardiomyopathy,
hypertrophic cardiomyopathy, familial hyperlipidemia, next generation sequencing.
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CBOEM — CJICICTBHE TCHETUYECKM O0YCIOBICHHOI IIaTOJIO-
THH CePICIHO-COCYIUCTON CUCTEMEI [2].

K coxanenuto, ajist abCoOJIFOTHOTO OOJIBIIMHCTBA OTe-
YeCTBEHHBIX KapJAWOJIOTOB TpUMEHEHNE TEeHEeTUYEeCKUX
METOIWK OCTAeTCS YeM — TO HEHYXXHBIM, HE MMEIOIINM
MPaKTUUECKOTO CMBICIIA WJTH, €CIY M UMEIOIIUM CMBICI,
TO B OYCHb PEIKHX CITydasiX.

Llenp maHHOI CTaTb — TIPUBJIEYb BHUMAHHUE K ITPO-
OJIeMe TeHeTUIEeCKI OOYCIIOBICHHBIX PEOKMX 3a00JIeBaHIIA
B KapIMOJIOTHUN, KOTOPbIe BCTPEUYAIOTCsI, KaK 3TO He mapa-
JIOKCAJIbHO 3BYYMT, JOCTATOYHO YacTo.

Kananonatum
Kananonartnn NI, TaK Ha3bIBA€MbIC, IICPBUYHLIC
QJIEKTPUYIECCKHUEC 3a0071€BaHNSA cepalua CYMUTArOTCA O,Z[H0171
3 ocHOBHBIX ITpmanH BCC y meTeit u Il MOJIOIOTO BO3-
pacta 0€3 OpraHMYeCKHMX M CTPYKTYPHBIX 3a00jieBaHUiA
cepaaa. Hewnssectna ToyHas yactora Ux BCTPEYaEMOCTH.
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CeronmHs MX YCJIOBHO Pa3IeIsiioT B COOTBETCTBUU C “3JIeK-
TpoKaparorpadprIecKnM (eHOTUIIOM” Ha 5 TPYIIIT:

1. Cwunnpom ymmHeHHoro nHTepBanta QT (LQT);

2. CunzmpoM yKopodeHHoro nHTepBaia QT (SQT);

3. CungpoMm bpyrama (BrS);

4. KarexomaMuHeprudecKkas moIuMopdHast KeIymod-

koBast Taxukapans (CPVT);

5. CuHIOpOM paHHEH penoJIsIPU3aLIiY KeTyITOYKOB.

WMHorna BeIAETSIOT 1€ M UAMOTIaTUIECKYIO (PUOpUILIs-
LIMIO JKEJTyIOYKOB, KOTOpasl IMAarHOCTUPYETCSI Ha OCHOBA-
HIU BBISIBJICHUS OITACHBIX TSI XKM3HM KETyIOYKOBBIX apUT-
MUii TIPY MCKITIOYCHNM APYTUX 3a0O0JNCBAHUI C BBICOKMM
puckoM BCC, mMeromux dyeTkre (HeHOTUITMISCKIE TIPH-
3HAKY KEJTYTOYKOBOM TaXMKAPINH.

Cunnpom ymmnénnoro nnrepsaia QT (LQTS). Oror cun-
JIPOM SIBJISICTCSI, TI0O HEKOTOPBIM OIICHKAM, OITHOM M3 CaMBIX
yacTeIx IprarH BCC B MoromoM Bo3pacrte [2]. B koHceHcyc-
HoM gokyMeHTe 2013r [3] MecTO TeHeTHMIeCKOro TeCTUpOBa-
Hug npu LQTS ommcaHo B KayecTBe OMHOTO M3 CITOCOOOB
YCTAaHOBJICHMSI TOYHOTO AWarHo3a. Bemmemmme B Kaname
PEKOMEHIALII TI0 TEHETUIECCKOMY TECTHPOBAHUIO TIPH BPO-
KICHHBIX apUTMISIX [4] peKOMCHIYIOT BKITFOUHTD B PYTHHHBIIA
aHaJIN3 JIMIIb VICCIICAOBAaHNE MyTallii B OCHOBHBIX T€HAX —
KCNQI, KCNH2, SCN5A, KCNEI n KCNE. PytuHHOe ncciie-
JTOBAaHMC PEIKMX TEHETMIESCKMX BapHAaHTOB KaHAICKWEC DKC-
TIepThl TTOCUYMTAIN HelleJiecooOpa3HBIM. EBpomelickie 3Kc-
TIePTHI B aHAJIOTMIHOM JIOKYMEHTE BOOOITIE YITOMIHAIOT JIVIIIH
Tpr ocHOBHBIX TeHoTHIA (LQT1, 2 1 3) [5]. OmHako Takoe
TECTHPOBAHNE, TI0 MHEHHIO SKCITEPTOB, IOJIKHO ITPOBOIUTECST
BceM nMerormmM yymmHeHre QT (Kak TIpy HaTMII CHMITTO-
MOB, TaK 1 JIMIaM 0e3 KIIMHUYECKIX TIPOSIBIICHIIN), a TaKKe
BCEM POICTBEHHMKaM. Poccmiickiie HaIlMOHATBHBIE PEKO-
MeHmaumy 1o npodmiakTuke BCC [6] Takke comepxkar
3aKIIIOYCHIE O 1IeJIeCOOOPa3HOCTH ITPOBEACHUS TECHCTHIC-
ckoro oocnenoBaayst. ClieayeT MMETh B BHY, YTO TSI COBPE-
MEHHBIX CITOCOO0B CEKBEHUPOBAHMS C TOYKH 3PEHIST CTOMMO-
CTH ¥ CJIOXKHOCTH aHAJII3a HET OOJIBIIION pa3sHUIIEI — CKOJIBKO
TEHOB BKJTIOYATh B COOTBETCTBYIOLIYIO TTaHE b ICCIICIOBAHNSL.

Cunnpom yropouenHoro uatepsaia QT. Cuaopom yko-
pouenHoro wHTepBama QT (SQTS) — reHeTwdyecKu
00yCIIOBIEHHOE 3a00JIeBaHNE, XapaKTePU3YIOIIEeCs YKOPO-
yeHneM, Kak abcomoTHoro (QT<300—340 Mc), Tak 1 KOp-
purupoBanHoro (QTc<320 mc) mnrepBana QT, BBICOKMM,
CUMMETPUYHBIM, OCTPOKOHEYHBIM 3yOLIoM T 1 OOJIbIINM
CITIEKTPOM HapYIIeHUI CEpICUHOrO pUTMa OT (hHOPHILISI-
MW TIPEICEPOUIA O XKETyAOYKOBBIX ADUTMHUMA.

3aboeBaHNe MOXET MaHU(PEeCTUPOBATh B JIIOOOM BO3-
pacte, HO MPEUMYIIECCTBEHHO 3TO IIPOMCXOOUT B TIEPBEIi
TOII 3KM3HHU. XapaKTepHO HAIMINE B aHAMHE3¢ CMHKOMAITb-
HBIX COCTOSHUIA. [TeprogmaecKt MOXXeT peruCTpUPOBATHCS
yyaIreHHoe cepareoreHme. XapaKTepHEL:

+ BCC B Mommonom Bo3pacTe OT XKeTyIOIKOBBIX apUTMUIA.

» Cewmeilinbiii anamMHe3 BCC B M0O10JJ0M BO3pacTe.

+ CeMeliHBI aHAMHE3 HapyIIeHWIT puTMa (yJaIleH-
Hoe cepaleduenne, GUOPUIUISILNS PEACEPINIA).

* OTcyTCTBHE CTPYKTYPHBIX 3a00JICBAaHIIA Cep/Iia.

HecMoTps Ha To, 9TO CeMEMHBIN XapaKTep 3a00JIcBaHIS
OUYCBUICH, CJICAYEeT MMETh B BUIY BO3MOXHOCTb BO3HUKHO-
BEHUST HOBBIX MYTAIIHIA.

[eHeTHMYEeCKOE TECTUPOBAHUE TIOMOTACT YTOUHUTD 1a-
THO3 U BBIIBUTH CPEIU POICTBEHHUKOB HOCHUTEJICH IaTo-
TeHHOM MyTaluu [5].

Cunnpom Bpyrama. Dto TeHeTMYecKM OOYCIOBIEHHOE
3a00/IeBaHNE, Pa3BHUBAMOIICECS BCICACTBHEC aHOMAJIBHOM
3JIEKTPO(PU3NOTIOTMUECKOM aKTUBHOCTH 3ITMKAP/IA ITIPAaBOTO
JKEJTyIOYKa B OOJIACTY BEIHOCSIIIETO TPAKTA.

HMMmeHHO 3JIeKTpUyecKasi TeTepOreHHOCTh SIUKapaa
(He HIOKAapIa) IIPaBOTO XKeIyI0UKa IIPUBOIUT K BO3HUK-
HOBEHUIO TECHO CIIETUICHHBIX JXEIYIOYKOBEIX COKpAIIe-
HUI TI0 MEXaHU3MY pe-2HTPH, IIPOBOLHPYIOIINX, B CBOIO
odepenb, KEIYIOUYKOBYIO TaXMKAPAWIO WM (UOPMILIS-
IO XKETYITOYKOB.

[posBneHMs cuHOpoMa bpyrama MOTYT OTIMYAThCST —
OT TIOJHOTO OTCYTCTBHS KIIMHHYCCKON CHMIITTOMATHUKHI
1o BCC B panHeM Bo3pacte. Bo3pacT ManudecTamm cuH-
IpoMa Takke pazmmdeH. CaMbIii MOJIOMOI TAIlMEHT MMET
BCETO JINIIb IBYXITHEBHBIN BO3PACT, a CAMBIIA CTAPIINil ObLT
B Bo3pacte 84 net. [TockombpKy cuHapoMm bpyrama — amek-
TpOKapauorpauyecKnii CUHAPOM, TPABWIBHAS OLIEHKA
OKT nmeer xkmoueBoe 3HayeHne. M3amenenns Ha OKI npu
cuHapoMe bpyrama MOTryT HOCHUTB MPEeXOISIINIA XapakTep,
YTO TpeOyeT MOMCKa NOTOJTHUTEIbHBIX METOIOB BepU(pUKa-
mn. MHorma s yiaydineHus] AMAarHOCTUKYA CHUHAPOMA
Bpyrana rmpemiararor UCIToIb30BaTh BEICOKHME (Ha 1-2 MeX-
peOephs BBIIIE) IIpaBble TPYIHEBIC OTBEACHUS.

Her maHHBIX, KacalolIuXcsl PYTMHHOTO IIPMMEHCHUS
TeHOTUITHPOBAHUS 15T oieHKM prcka BCC pu cuHmpome
bpyrana. B onHoit 13 pa®oT ObLIO MOKAa3aHO, YTO HaIW4UE
myTtanii B TeHe SCN5A, COIPOBOXMAIOIINXCS TIOTepeit
(byHKIIMI 3TOTO MOHHOTO KaHajla, MOXET CBHICTEIBCTBO-
BaTh O HEOIArONPUSITHOM TIporHoae [7]. [eHoTunmpoBaHue
MOXKET OBITh UCIIOJIb30BAHO IS TTOATBEPKICHIMS TUArHO3a
W 1JIs BbISIBJIEHUSI POACTBEHHUKOB — HOCHUTEJIEN COOTBET-
CTBYIOLLIEH MIATOJIOTUYECKOM MYyTaLlAH.

Karexonamunepruyeckass nomumopdHas KeayaoukoBast
TaXUKapausd — eIIe ONWH HACICACTBCHHBIA CHHIPOM,
XapaKTEePU3YIOIIUICS DIIEKTPUICCKONM HECTaOMIBHOCTHIO
KapIMOMMOIINTOB, BO3HHMKAIOMICH BCIICACTBHUE OCTPOM
aKTHBAIlMM CHUMIIATUYIECKON HEePBHOI cHUCTeMBI (Ha (hoHe
(bm3mIeCcKOit MM SMOIMOHAIEHON HArpy3KH) W IIPHUBOISI-
IO K BHE3aITHOW cMepTH. [edeKT Ipy 3TOM CHHIpOMeE
JIOKAJIN3yeTCs B TeHAX, OTBEYAOIIINX 33 PeaM3alliio MOHOB
Ca 13 BHyTPMKJICTOYHOT'O JICTIO B OTBET HAa KATEXOJIAMIHO-
BYIO CTUMYJISIIIIO. DTO 3a00JIeBaHNe, HUKAK ce0sI, He TIPO-
SIBJISIST IO MOMEHTA THOEIT 00JTEHOTO, TI0 HEKOTOPBIM OLICH-
KaMm siisiercst mpuunHoit 10-15% BCC B MomonoM Bo3pa-
CTe Cpemy JIMI, y KOTOPBIX IIPH ayTOIICMH HE YIajoCh
O0OHApYXHUTh MOpPGOIOTUIeCKIE M3MEHEHHUST cepmia [2].
B cBsI31 ¢ 3TMIM cuMTacTCS IIEIeCO00pa3HBIM BKITIOUCHIE
B T€HETMYECKYIO TTaHe/Ih TEHOB, OTBETCTBEHHBIX 33 Pa3BH-
THE 3TOTO CHHIPOMA, TIPH OOCIICIOBAHUN POACTBEHHUKOB
BHE3aITHO YMEPIIX O0IBHBIX. HOCHUTEIIECTBO TTaTOJIOTIYe-
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CKOI MyTaLlMy IIPUPABHUBAETCS K YCTAHOBJICHUIO 3a00J1e-
BaHUsI, TMOCKOJIbKY €r0 IEepPBbIM KIMHMYECKUM IIPOSIBIIE-
HueM MoxeT O0bITh BCC [3].

Kapavommonatumn

Kaponommonatin — He CBSI3aHHEBIC C ITOCIICICTBUSIMI
KOPOHAPHOTO aTepOCKIIepo3a, TUIICPTOHNN WM ITOPOKOB
cepaiia 3a0b0JIeBaHIS MUOKApPIA, BEI3BIBAIOIINE CTPYKTYP-
Hble WM (YHKIIMOHATBHBIC €ro HapyiieHus. OueBUaHAas
TeTePOTeHHOCTh IPYIIITHI B HACTOSIIIEE BPEMST OITMCHIBACTCS
omooperHoit BO3 B 20131 HOMEHKIIATYpOil KapaoMIOIIa-
mnif. 1o cBoelt cyTm 3Ta HOMEHKIIATypa BechMa ITOXOXa
Ha knaccupukanmio TNM, ucrmonb3yeMyio B OHKOJIOTHH.
IIpenmnonaraercs Bce mMomoOHbIe 3a001eBaHUS Kiaccudu-
LIMPOBATh 110 MOPQOJIOTHIeCKOMY (hEHOTHILY, BOBICUCHUIO
JIPYTUX OPTraHOB, HAIMYIMIO CEMEMHOrO aHaMHe3a M THILY
HacJICIOBaHMSI, STUOJIOTUN W CTaguy 3aboseBaHus. Jpy-
TUMU CJIOBAaMM, T€HCTHMYCCKWII OMAarHo3 B HACTOSIIEe
BpeMmsl, 110 MHeHII0 BO3, sIBIsTETCST 00513aTCIIBHBIM TaIIOM
00ciemoBaHUs OONBHBIX C 3a00JIeBaHMSIMH MMOKapIA.
ITo mepBBEIM OYKBaM COOTBETCTBYIOIINX aHTJIMMCKUX TEp-
MMHOB HOMeHKIatypa Ha3zBaHa MOGE(S). Jlatmackas
OyKBa S, 3aKTIOYCHHAsT B CKOOKM, 03HAYACT, YTO MCIIOIB30-
BaHME CTaguii Win (DYHKIIMOHATBHBIX KJIACCOB HE SBIISICTCS
o0s13aTebHBIM [8]. ITpaBMIbHO chOpMYITMPOBAHHEIA dMa-
THO3 KapAMOMUOIIaTUM AOJKEH COAepKaTh B ceOe BCe MyH-
KTBI HOMCHKJIATYphl. Harprmep, nuartos 00JIBHOTO B Tep-
MMHAJIBHON CTaguy NMJIATAIIMOHHON KapAIMOMHOIATHI
(AKMII) ¢ pacumdpoBaHHEIM TEHESTHUSCKUM Oe(EKTOM
B IeHe JIaMrHa B Brze Mytaumd p.Glu372Asp, He MeoIeM
CceMEeTHOTO aHaMHe3a 3a00JIeBaHMs, JOJDKECH 3BYJaTh CJic-
JIYIOIIMM 00pa3oM:

JKMII ¢ uzoauposannsim nopasicenuem cepoya, cnopa-
duueckasn obycroenennas mymayueii p.Glu3724Asp 6 eene
LMNA, XCH IV ¢.xk.

MexaHU3MBl apUTMOTeHEe3a TP KapIMOMUOIIATHSIX
pa3auuHbl. MI3MeHEHMS CTPYKTYpHl MUOKapAa MOXET
OBITh OCHOBAaHUEM JIJISI ApUTMUIA. Y 9acTH OOJTBHBIX apUT-
MWU SIBJITIOTCS TIEPBBIM IIPU3HAKOM 3a00JICBaHUS, T.C.
AMCIOT IPUIMHY IS pa3BUTHS, OTIMYHYIO OT M3MEHE-
HUS CTPYKTYPHI MUOKapa.

Tuneprpoduueckas KapauoMMonaTusi — rpymia 3adose-
BaHMIT IIPEUMYIIIECTBEHHO T€HETUIECKOTO XapakTepa. DTo
3a00JIcBaHIe, XapaKTePU3YIoleecs] HATMINEM YTOJIIICHMS
>15MM ogHoro uau 6osiee CErMEHTOB JIEBOTO KeJTyIouKa,
ompenescHHOTo BuU3yaabHBIMU MeTomamu (DxoKI, MPT,
KT), xoTopoe He MOXET OBITh OOBSICHEHO TOJIEKO HapyIIle-
HMEM TIpel- WIA ITOCTHArpy3KU. J1o HACTOSIIETO BpeMEHU
HE yaaeTcsl BBbISIBUTb MYTallMM, KOTOpble Obl YKa3bIBaiu
Ha 6ompmmit pruck BCC, 3a MCKITIOUEHMEM TeX CIIyJacsB,
KOTJIa TAKMX MyTallii OOJIBIIe, 9eM OHA.

[l1aBHasI eI TECTHPOBAHUS IIPU STOM 3a00JICBAHIN —
BBISIBJICHUC TIPUYMHHONW MYyTallMMd U ITOCJICOYIOIIETO
00cJienoBaHusI POJCTBEHHUKOB [5].

[eHEeTMYECKOE TECTUPOBAHME TAKKe ITOKA3aHO, €CIIU
OOHapyXeHNe MyTallid O3Ha4YaeT ITOCTAHOBKY IPaBUIIb-

HOTO IMAarHo3a W IOCIICAYIOIIYI0 KOPPEKIIMIO BEICHMS
00IBHOTO. DTO OTHOCHUTCS K TeM, KTO IPOheCCHOHAIEHO
3aHAMAETCS CIIOPTOM IIPW BBIPAXXEHHON THUIIepTpodun
B COYCTAHWM C apTePHUAILHOI TUIICPTOHUEH U T.IT.

JlunaranMoHHbie KapaIMOMUONATHH SIBJIIIOTCS (bUHAJIb-
HBIM (DEHOTUIIOM pa3BUTHS 3HAYUTEIILHOTO YMC/IA Pa3HO-
POMHBIX 3a00JICBaHUI, TP 3TOM ITOPAXXEHO MOXKET OBITH
TOJIBKO Ceplie, OMHAKO B 3HAUUTEIbHOM UMCJIe TeHETUIECKN
0OYCJIOBJICHHBIX CIIy9acB HAOIIOMAETCS BOBJICUCHUE W IPY-
TMIX OPTaHOB 1 CHCTeM. [€HETHYeCKOe TeCTUPOBAHME TTOKA-
3aHO 001bHBIM JIKMIT 1 HapyleHusIMU TIPOBOAUMOCTH [ 5]
TIpY HAJIMIMK B POLY BHE3AITHO YMEPIINX POACTBCHHUKOB,
IUTS TIOCITETYIOIIIETO TTOVICKA MYTalliii Y POICTBEHHUKOB, TIPH
IUTAHUPOBAHNY CeMbH. B HEKOTOPHIX CITyJasix TeHETHUECKOE
TECTUPOBAHNE ITOMOTAeT B YCTAHOBJICHUH AMAarHO3a.

ApHTMOreHHAs IMCILIA3KSA MPABOTO JKEIYI0YKa — HACIeII-
CTBEHHOE 3a00JIeBaHE, IIPH KOTOPOM ITPEUMYIIICCTBEHHO
B MMOKapje IpaBOro XeayJouka MPOMCXOAUT YaCTUYHOE
3aMelIcHINe MHMOKApIUAIBHON TKaH! (DHOPO3HO-KMPOBOIA
TKaHbBIO, YTO, B CBOIO OYEPEIIh, CIIYKUT CYOCTPATOM TSI apHUT-
MoreHe3a. HacremyeTcst 3a00meBaHue IO ayTOCOMHO-IOMU-
HAHTHOMY THUITy, B 3HAYMTCIIGHOM YHCJIC CIIy9acB HOCHT
CITOpaIMIEeCKII XapaKTep, CBSI3aHO C TTOPaKeHUEM JECMOCO-
MAaJTBHBIX OelIKOB. [eHeTHMUecKoe TeCTHpOBaHME, HECMOTPS
Ha HaJIM4rie HEKOTOPHIX aCCOLMALIMIA MEXKIY JIOKAI3aLei
MyTalUU Y KIMHAYECKUM TeYeHUEM 3a00JIEBaHMUSI, a TAKXKe
CTETNEHbIO BOBJIEYEHHOCTH JIEBBIX OTAEIOB CEPALIA B IMATOJI0-
TMYEeCKUIA TIporiecce [9], MoKa He maeT IPOrHOCTUIECKOM
nHGOPMAIII, KOTOpast ObI JOITOTHSIIA KIIMHIIeCKHe (pak-
Tophl pucka [10, 11]. VckmoueHreM sIBIISIETCSI BBISIBIICHHE
HOCUTEJIBCTBA OoJIee YeM omHol MyTatuH [ 12]. [eHoTHIIpO-
BaHME, OTHAKO, TI03BOJICT YCTAHOBUTD IPABIIIBHBIN TUar-
HO3, a TAKKe BEIOPATh I JATbHEHIIIEr0 HAOMIOACHIS POI-
CTBEHHUKOB — HOCHUTEJIEH IaTOJOTMYECKUX MyTaluii [5].
OcobOeHHO BaXXKHBIM CTAHOBHUTCSI YCTAHOBJICHHME IIPABIIIb-
HOTO JMarHo3a U BbISIBJICHVE HOCUTEJIbCTBA HEOIArONpUsIT-
HBIX MYTalUA y JIMII, TIPO(PeCCHOHATBPHO 3aHMMAIOIIMXCS
crioptoM. Ha ceromHsimHmii ieHb He TOJIBKO HAIMIME KITH-
HWYECKH TTOATBEPKICHHON apUTMOTCHHOM AMCITIA3MH TIpa-
BOTO KEJIyIOYKa, HO M HOCUTEIBCTBO MYTALIMH SIBJISICTCS
MIPOTHBOIIOKA3aHNEM K 3aHSITHSAM ITIPOheCCHOHAIBHBIM
CITIOPTOM. DTO CBSA3aHO C TEM, YTO BBICOKAs (hM3MUYCCKasT
AKTUBHOCTb MOXKET CIIOCOOCTBOBATh Hadajly 3a00JIcBaHMS,
YBEIMUYMBAsT ¥ YCKOPSIST TICHETPAHTHOCTH [ 13].

JlerouHas aptepuanbHas runeptoHus (J1Al)

B mocename mecATHIIETHST CYIIIECTBEHHO ITOMEHSIOCHh
OTHOIIICHKE K TIOBHIIIICHUIO TABJICHNUS B CUCTEME JICTOYHOM
aprepun. Ecnm paHbIlie TepMUH, Yallle BCETO OIMMCHIBAIO-
WA TOTOOHOE COCTOSTHIE, 3BYJasI KaK “JIeTOYHOE cepaile”,
TO B HACTOSIIIIEE BpeMs BBIACIISIOT 5 THIIOB TIOBBIIIICHUS
JABJICHUS B 3aBUCMOCTH OT MaTOreHe3a 3TOT0 COCTOSTHUSI.
BaxHo, 4TOo 117151 HEKOTOPBIX KaTeropuii 00JIbHBIX pa3padbo-
TaHO cHennMIIECKOe JICUCHNE, YBEIMIMBAIOIISe TIPOIOII-
KUATCIIBHOCTh XXW3HW. B 3T0i1 CBsI3M, IIpaBWIIbHAS ITOCTA-
HOBKa IarHo3a 0COOCHHO BaXkKHa. B mmarHocTrke 1eaeco-
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Tabnuua 1

®dakTopbl, BIMSIOLME HA NEHETPAHTHOCTb KaHanonaTuii [16]

dakTop BnusHue Ha KT
ACTPOreHsbl YanuHenne QT

MporecTepoH YkopouyeHve QT
TecTocTepOH Ykopoyenne QT

FmnoTepmus nnm nuxopagka CnocobcTByeT anesauum cermeHta ST
1 yaavHeHuio QT
YpnvuHenve QT

Cnoco6cTBytoT anesauum ST

vnokanuemus
BnokaTopbl HATPUEBLIX KaHANOB

00pa3HO HCIIOJIb30BaTh
TECTUPOBAHUSIL.

Llenu reHeTMYECKOro TeCTUpoBaHUs y O0ojibHOro JIAT
o) (3119 (001117 X

* TOATBEPIUTh KIMHMYECKMI OUArHO3 y OOJbHBIX,
UMeIoIMX cuMITToMbl JIATL

* OCYIIECTBUTH mudbepeHIIMANBHBINA TUAarHO3 C ApY-
rumu popmamu JIAT,

* YCTAaHOBUTb TE€HETWYECKYIO TPUUYMHY HAMONaTU4e-
ckoit JIAT.

* 0TOOpaTh OECCMMMOTOMHBIX HOCUTEIE MyTalluuU JUISt
KJIMHUYECKOTO MOHUTOPUHTA.

IlocnenqHee ocoOEHHO BaXKHO, MOCKOJbKY MOTEHIIM-
aJIbHO O3HAYaeT 3HAYMTEIbHO 0oJiee paHHEee Havyalo Jieye-
HUS ciemUpMUYeCKNME JIeKapcTBaMM, Hambojiee 3dek-
TUBHBIMU Ha paHHUX CTaausIX 3a00J1€BaHMUSL.

Ecnu y 601bHOrO C JIeroYyHOM TMIIEpTEH3Uel HaligeHa
“IpUaMHHAsg” MyTalldsi, 9TO O3HAyacT BBISIBJICHUC IIPH-
YUHBI TUIIEPTOHUM U TIO3BOJIIET OTHECTH 3a00JieBaHNE
B rpymry JIAI (1-a mo xmaccudukammm BO3), maet Heo-
CIOpPUMbIE IOKa3aTeJbCTBA IMOTEHLIMAIbHON 1IeJIeco-
00pa3HOCTU MPUMEHEHMS JIEKAPCTB, CHELU(MUUECKUX IS
3TOro 3a00JIeBaHMsI, TIO3BOJISIET BbISIBUTh POJCTBEHHUKOB,
HWMEIOIINX PUCK pa3BUTHSI 3a001€BaHUSI.

Ecm “npuumiHasg” MyTtamus He OOHApy:XeHa, 3TOT
(akT He UCKITIOYAEeT FTeHETUYECKOM MTPUYMHBI 3a00J1eBaHUs,
MOXKET ObITh CIEACTBHEM HEKAYECTBEHHOM aHAIMTUYECKOMR
MPOLEAYPHI, CJIEACTBUEM MCCIEAOBAHUS HEMPaBUIbLHOIO
WX HEIOCTaTOYHOTrO Habopa TreHoB. OmHAKO 3TO TaKKe
B OOJIBLIIOM YHCJIE CJIy4aeB MOXET yKa3blBaThb Ha JPYIYIO
(HereHeTHUECKYI0) TIpupomy JIAT

CrremyeT OTMETUTh, YTO T€HOTHUITMPOBAHME SIBIISICTCSI,
110 MHEHUIO 9KCIEPTOB, co3AaBaBLINX EBporeiickue peko-
MeHaaluu 1o jedeHuto JIAI, o6s13aTeTbHbIM TMarHOCTUYE-
CKIM TECTOM Y TaKMX OOJIBHBIX [14].

METOOIUKHN TECHCTHUYCCKOIO

CewmeliHaa runepnunugemMus
Ipu KaxyIeincs: peIKoCcT! B TeTEPO3UTOTHOM COCTOSI-
HHMM 5Ta TPYyIIIIa 3a00JIeBaHW BCTPEUAeTCs ¢ JOCTATOUHOM
yactortoii [15]. [To HeKOTOPbIM TaHHBIM B Pa3HbIX MOIYJIsI-
LIUSIX 9aCTOTa BCTpeyaeMOoCTH KoJreoercst ot 1:500 go 1:200
ciaydaeB. 3HAYNTEIBPHOE KOJIMIECTBO MH(APKTOB MIOKApIa
Y OTHOCUTEJIbBHO MOJIOABIX OOJIBHBIX (10 55 JIET y My>KUMH

BnusiHme Ha puck BCC

CHuxeHue (y 601bHbIX ¢ cMHApOMOM Bpyraaa)
YBenuyeHue (y 601bHbIX LQTS)

CHuxeHve (y 60nbHbIx LQTS)

YBenuyeHve (y 60bHbIX ¢ CMHAPOMOM bpyraaa)
CHuxeHwe (y 60nbHbIx LQTS)

YBenuyeHue (y 60bHbIX ¢ CMHAPOMOM bpyraaa)
YBenuueHve (y 60nbHbix LQTS)

YBenuyeHue (y 605bHbIX LQTS)

YBenuueHrwe (y 605bHbIX ¢ cMHapoMoM Bpyrana)

1 110 60 JIET y KEHIIMH) MOXKET ObITh CJIEACTBUEM I€TePO3U-
TOTHOI CeMeMHOM rumepuaeMun. [eHeTHIecKoe TeCTH -
pOBaHME MOKA3aHO IS BEISICHEHMS TTPOMCXOXKICHNS ITOBbI-
IIEHHOTO YPOBHSI JIMIIMIOB M BBISBICHUS POICTBEHHU-
KOB — HOCHTENICH MaToreHHoi Myrtamuu. B ciaydae, ecnu
YPOBEHB XOJICCTEPHHA Y HUX ITOBBIIIICH, HAIMYME TeHETUIC-
cKoro aedeKTa JaeT OCHOBAaHWS JJISI CYIIECTBEHHO OoJee
paHHEero Hadajla arpecCMBHOTO THITOIMIUICMIICCKOTO
negeHmsl. [losiBjleHME HOBOTO Kilacca THITOJNUITMICMIIC-
CKUX TIperapaToB, OiokaropoB PCSK9, memaer Takoe
TECTHPOBAHUE ellle 0oJice aKTyaTbHBIM.

CekBeHUpOBaHNe HOBOIO NMNOKOJIEHUS

Pa3BuTHEe TEXHOIOIMI CEKBEHUPOBAHUSI IIPUBEIIO K TOMY,
YTO CErOAHS OT U3YydeHMsI BHIOPAHHBIX MYTALIMI 1 X TIOMCKA
B OTHE/IBHBIX T€HAX MOXHO IEPEiTH K MUCCIEIOBAHMIO 3HA-
YUTEJIBHOIO YMC/IA IOTEHLIMATBHO BOBJICUEHHBIX TEHOB.
[IpryeM CTOMMOCTh TAKOTO KCCIICAOBAHMIS CTAHOBUTCSI 9KO-
HOMMYECKU IIEPEHOCUMOI1 KaK ISl CUCTEMBI 3paBOOXpaHe-
HMSI, TAK ¥ 111 OOJIbHOr0. DTH METOAMKU MMEIOT coOMpa-
TeJIbHOE Ha3BaHUe “‘CeKBEHMPOBAHUE CJIEAYIOIIEro MOKOJIe-
Hus”. OmHAKO, HECMOTPS HA OTHOCHUTEIBHYIO IIPOCTOTY
BBITOJIHEHNS aHAIM3a, PA00Ta C TeHETUYECKMM MaTEPUATIOM
TpeOyeT CO3MaHusI CIIEUAIBLHOIO MY/IBTUANCLIUIUTMHAPHOIO
KOJUIEKTHMBA, COCTOSIIET0 U3 TPAMOTHBIX MOJIEKY/ISIPHBIX
010JI0roB, OMOMH(POPMATUKOB 1 Bpadyeil — CIELIMAINCTOB
B JaHHBIX 3a00JI€BaHMSIX, OTHOBPEMEHHO OO0JIANAIOIINX
M TCHETMYECKMMU IIO3HAHUSIMU. 3a PyOeXkoM ITOHOOHBII
MOJXO[I, IIOCTENEHHO MPUHOCUT CBOM IUIoAbI, B Poccuu xe
TAKUX MYJIBTHAMCLIUIUIMHAPHBIX JJA00PaTOpUiA ITOKA HET.

OCHOBbI FeHETM4ECKOro KOHCYNILTUPOBAHUS
60J1bHbIX C NOTEHLMAJIbHO Hac/IeACTBEHHbIMU
KapAuonoruieckumm 3abonesaHuaIMu

EctecTBeHHO, YTO MCITOJIE30BaHIE COBPEMEHHBIX JTA00-
pPaTOPHBIX METOOWK TEHOTUIIMPOBAHUSA HE WCKIIIOYACT,
a TOTIOJTHSIET KOMITICKC IEHCTBIIA, Ha3bIBACMBIX TCHETHYC-
CKMM KOHCYJIBTHpOBaHUeM. [1py ero mpoBeneHUN CIICIyeT
YUYUTHIBATH HA/IM4Ke (haKTOPOB, BIAMSIOIIMX HA IIEHETPAHT-
HOCTb COOTBETCTBYIOLIEN MyTallUM U Ha TO, KaK 3TU (ak-
TOPBI MOTYT M3MEHSITh PHCK Pa3BUTHS (DATAIBHBIX 3IIM30-
1moB. Hamo nMeTh B BUTY, YTO OIVMH M TOT K¢ (haKTOP MOXKET
TIO-pa3HOMYy CeOsI TIPOSIBIISITh TPU Pa3INIHBIX 3a00JIeBa-

10



MEPENOBAA CTATbA

HMSIX. XOTs OKOHYATEILHOTO IIOHMMAHMSI, KaKNM 00pa3oM
peaM3yIoTCsI 3T 3aKOHOMEPHOCTH JIO CHIX ITOP HET, BCE XKe
HaKOILIEHHbIE HaOMoAeHUS (TabJ1. 1) MOTYT 1aTh MOJIE3HYIO
nHpopmarmio [16], 1o KpaitHeil Mepe B OTHOLLIEHNH HEKO-
TOPBIX KaHAJIOIIATHIA.

Ha nepBoM aTamne /ist KaxI0ro KOHCYJIBTUPYEMOTO Clie-
IyeT 0003HAYNTh KOHKPETHBIC I, OHM MOTYT OTJIH-
YaThCsl Y CAMOTO IPOOaHIa U €T0 POICTBEHIKOB.

[eHeTMUeCKOE KOHCYIBTHPOBAHIE HAYMHAETCS CO cOopa
ceMeifHoro aHaMHe3a. [IpMHIMIMaTbHEIM MOMEHTOM SIBJISI-
ercss coop mMHOOPMANWK B OTHOIICHUA MHHUMYM TpeEX
rokosieHniA. COop ceMeitHOro aHaMHe3a UMEET MHOKECTBO
OTpaHWYCHMI, CBSI3AHHBIX C OTCYTCTBHEM IOCTOBEPHOI
MEIUIIMHCKOM MH(MOPMAIIIH, C TeM, 9TO B Poccrit Ha TIpoTsI-
KeHnd XX BeKa pa3pylleHa CBSI3b MEXIY ITOKOJICHUSIMM,
C TeM, YTO YMEHBIIIAeTCs YMCIIO AeTel B ceMbe. Kpome Toro,
CyXHeHHe O IIPUIMHAX CMEPTH BCETO HECKOJIBKO JIET Ha3all
KapIMHAJIBHBIM 00pa30M OTIMYAIOCh OT HBIHeIHero. CoB-
pEMEHHBIC TIPSICTABICHISI O HAC/ICACTBEHHBIX KapIOIOT -
YeCKMX 3a00JIeBaHUAX, KAaK CYIIECTBEHHON TPUYMHEBI BHE-
3aITHON CMEPTH, BOOOILIE COXKWINCH B TTOCJIEIHEE AECITUIIE-
me. BCC ware Bcero pacleHWBalach Kak ITPOSIBIICHIHE
OCTpOi1 KOPOHAPHOW HEZOCTATOYHOCTH, II03TOMY POI-
CTBEHHMKHM YaIlle BCETO CUMTAIM TaKyl0 TMOEJb TIPOSIBIIC-
HUeM UHpapKTa MUOKap/aa 00 CIeACTBUEM MU(PUIECKOTrO
“otpbIBa TpoMba”. COop aHaMHe3a, B CBS3M C 3TUM, 00s3a-
TEJIEHO JTOJDKEH BKITIOYATH B CeOST BOITPOCHI, HAITPABIICHHEIC
Ha TojTy4eHre MHGOPMAITUH IO BCEM CITydasiM TIpesKIeBpe-
MEHHOIT CMEPTH B CEMbE HE3aBICHMO OT WX ITPHMYMHEL.

IeHeTMIECKOE KOHCYIBTUPOBAHNE MOKET BBISIBUTH THIT
HacJIeMOBaHUSI, OMHAKO B 3HAYMTEJLHOM YHUCIIE CIIyJIacB
ceMeifHasT MCTOPHUST MOXKET OKa3aThCsl HEMH(MOPMATUBHOM
WIA BOOOIIE HEM3BECTHOW. B ciyuae, eciam wmcTOpus
W3BECTHA 1 XOPOIIO JOKYMEHTHPOBAHA, VK¢ Ha 3TOM 3TaIle
MOXKHO CZIeJIaTh 3aKJIIOUEHUE O TOM, YTO MMEET MECTO CITO-
paIuveCKUA CITy4yam.
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KpaitHe XeJaTeqpHO MpOBEICHUE OOCICIOBAHUS POI-
CTBCHHHKOB — WHOTJIA MOXHO BEISIBUTH JOKIMHIICCKIIC
(opMBbI 3a007ICBaHYS.

0OGcnepoBaHMe YNIEHOB CEMbY,
He UMEIoLLMX CUMNTOMOB 3a00s1ieBaHus

beccnMIITOMHBIM 4JIeHaM CeMbM TMpobaHAa HOJDKHO
OBITH 00SI3aTCIFHO TIPOBEACHO MOJICKYIISIPHO-TEHETIIe-
cKoe TecTpoBaHne. HecMoTps Ha To, 4TO OHO HE UCITONb-
3yeTcs I TIPOTHO3MPOBAHMSI BO3pacTa Hadvaja, TSKeCTH
WX CIIeLMPUIHOCTU CUMIITOMOB, UTO Ha0JIIoaaeTcs y 6ec-
CUMITTOMHBIX WHAVNBUIOB, OHO HEOOXOIUMO TSI TaTbHEN-
1IIer0 HaOTIONEeHNS U BEIOOpA TAKTUKH JICUCHHS.
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