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Cunnpom yamuaeHHOTo nHTepBana QT (CYUQT) -
OJTHO W3 TICPBHIX CEPACIHO-COCYTUCTHIX 3a00ICBaHUM, KO-
TOpOE OBLIO MPHU3HAHO MPEUMYIIICCTBCHHO HACICICTBCH-
HBIM 3a00JIeBaHHEM U I KOTOPOTO OBLIM OBICTPO
BBISIBJIEHBI NPUYUHHBIE TeHbl [1]. OTHOCUTENBHO BBICO-
kas pacnpoctpanenHocts CYUQT B momynsimun (ipu-
6mmsurensHo 1:2500), Xoporro y3naBaemast kKaptuaa DKI
¥ YETKHE KOPPEISIUN TCHOTUIIA ¥ (DEHOTHITA TIOCITYKUAITH
TOJIYKOM JJIsi BHEAIPEHUS FEHETUYECKOrO TECTUPOBAHUS
CYHUQT B KIMHUYECKYIO NPAKTUKY. SIBISASCH OOHUM U3
MEePBBIX TCHETHYECKUX CHHIPOMOB B 0OJNacTH cepicu-
HO-cocynucThix 3aboneBanuiti, CYUQT mpomomkaet mo-
Ka3bIBaThb CBOIO HOBAaTOPCKYIO pOJIb B KapAHMOTEHETHUKE,
BBIHOCS Ha CIIEHY MpoOJIeMy «BapHaHTOB HEM3BECTHOM
KIIMHUYECKON 3HAYMMOCTH» M (POKYCHpPYS BHUMaHHUC Ha
pacTylieM 4YHclie HOBBIX I'€HOB MPEAPACIIONIOKEHHOCTH

© A.A Kocrapesa 2022

k CYUQT, xoTopsle TUIIb U3PEKa ONMUCHIBAIOTCS B CB-
31 c 3a0oieBaHneM 0e3 yOEAMTEIBHOTO CerperantoH-
HOTO aHamM3a W (YHKIHOHAIBHBIX WCCICHOBaHUH [2].
B pesynsrate CYUQT nepBbIM mpeTeprien 3BOMIOLHUIO,
KOTOpasi T03Ke OblIa IOBTOpPEHAa MHOTHMH JAPYTHMH
CEPICYHO-COCYIUCTHIMU 3a00JICBAHUSIMHI TEHETHYECKON
HIPUPOJBL, TAKMMHU Kak CUHApPOM bpyrana, apuTMoreHHas
KapAMOMHMONATHs W [OUJIaTalliOHHAs KapAMOMHOMNATHS.
Ora 3BONIONUS BKIIOYAJa OBICTPYIO HACHTHU(QHKALNIO
IINPOKOTO CIIEKTpa I'€HOB, ACCOIMUPOBAHHBIX C 3a0oJe-
BaHUEeM Ipu nomomu texHonoru NGS, onpenenenue
KOppeNsInui TeHOTHI-EHOTHII, TPU3HAHNE BKJIAJa IO-
JUTCHHBIX JIETEPMUHAHT B ()EHOTHN 3a00JIeBaHUS, H/ICH-
TU(UKAIMIO BAXKHBIX OJHOHYKJICOTHUAHBIX ITOJIUMOP(H3-
MoB (SNP) u ananu3 ux poiau B U3BMECHEHNHU NPOSIBICHUN
Gomne3nn. Ceromus 1JIsi CyXKEHHUS! CIIEKTpa Bcex oOHapy-
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JKCHHBIX TPUYUHHBIX TCHOB 110 (YHKIIMOHAIBHO 3HAYU-
MBIX HCIOJIB3YIOTCSl TIOCIEIHUE JTIOCTUIKEHUSI CTPYKTYP-
HOHM OWOJIOTHH, MOJCKYISIPHON 3IIECKTPO(QHU3UOIOTHH |
(hapMaKOTCHETHKHU C LEJIbI0 JalibHEHIIero 0e30macHoro
HCTIONBb30BaHUS B KIIMHUYECKON IreHETHKE.

[Tomumo Hanbonee yacteix popm CYUQT - CYUQT
1, 2 u 3 TUMNOB, BMECTE C PEIECCUBHBIMU W PEIKUMU
JKU3HCOMIACHBIMH 3a00JICBAHUSIMH, TAKUMH KaK CHHIPOM
xepsemna u Jlanre-Hunbcena, cunpom TUMOTH U CHH-
npom AHnepceHa-TaBuia, MOJaBIAIONIEE OONBITMHCTBO
reHoB, cBs3aHHbIXx ¢ CYUQT, yacto UMEOT 0YeHb CKY/I-
HBIE JI0Ka3aTeIbCTBA U MOJATBEPKACHBI TOJBKO OTAEIbHBI-
MU COOOIICHUSIMH O KIMHHYCCKUX Clydasx. B oTHoIe-
HUU MPUYMHHON POJIM MHOTUX W3 ATHX I€HOB, HAIPUMED,
AKAPY, ANK2, CAV3, KCNEI, KCNE2, SCN4B, SNTAI,
B HACTOSIIIEE BPEMs UMEIOTCSI COMHEHHUSI, YTO MIPUBOJUT K
HEOOXOMMOCTH MEPECMOTPA CIIEKTPa MPUYMHHBIX TCHOB
st CYUQT [3]. B nactosiee Bpems tonbko KCNQI,
KCNH2, SCN5A cunTatorcs NpUYMHHBIMU T€HAMHU JIJI51 TH-
nmuuHoro CYUQT, a eme yersipe rena (CALMI, CALM2,
CALM3, TRDN) cuuratorcsa 3HaunMbiMu st CYUQT c
ATUMUYHBIMUA KIMHUYECKUMH TIPU3HAKAMHU, BKIIOUas HEO-
HATAJIbHYIO aTPHOBCHTPUKYIISIPHYIO Onokamy. B To Bpemst
kak ansi CACNAIC ypoBeHb OKa3aTeNbHOCTH MPU3HAH
YMEPEHHBIM, JJIs OCTaJbHBIX TEHOB HMEIOTCS KpaiiHe
OTrpaHHuYEHHBIE JI0KA3aTeIbCTBA UX MPUYMHHON POJIU B OT-
nomenun CYUQT. ITapannensHo nosiBisieTcst Bce Ooblie
JIAHHBIX O POJIM YaCThIX TeHETHUYEeCKUX BapuaHTOB (SNP)
B reHax, csizanubix ¢ CYUQT, B kauecTBe BasKHBIX MOJTY-
JIATOPOB (PCHOTHITUYCCKOW W3MCHUYMBOCTH 3a00JICBAHUS.
Tax, panee onucannbie CYUQT-acconuupoBaHHbIe TE€HBI
KCNEI n KCNE?2 celiuac npu3HaHbl B Ka4eCTBE 3HAYM-
MBIX JerepMuHaHT npuodperennoro CYUQT, rakxke no-
KazaHa pOJIb YacThIX I€HETHUUYECKUX BApUaHTOB B reHax
NOSIAP, KCNQI v KLF12 B pa3BUTHH NPHOOPETEHHOTO
yuiunenuss CYUQT [4].

EDITORIAL

ITockoneky CYUQT, B OCHOBHOM, MpOSIBISETCS B
JIETCTBE, OOJIBIIMHCTBO MAIMEHTOB, Y KOTOPBIX ITPOBOJISIT-
Csl pe3yJIbTaThl TeHETUYECKOTO TeCTUpOBaHuus - aetu. Ha
tepputopun CHI" nacnencteennsiii CYUQT y B3pocibix
MAIEeHTOB JI0JIT0€ BPEeMsl HE pPaclo3HaBaJICs, U JHATHO3
CYUQT ne Obu1 obmenpuusaThbiM. [loTomy ormyOsmmKo-
BAaHO BCEr0 HECKOJBKO CTaTe O IEHETHUECKOM CIIEKTpe
B3pocibix poccuiickux nanueHtoB ¢ CYUQT [5]. Texy-
masi MccieioBaTebckas padoTa MpeACTaBisieT coOoi
OVH U3 HUX, MPEOCTaBNIAs KIMHUYECKYI0 M T'€HeTHue-
cKyr0 uH(popmaiuio o 24 B3pocibix namuenrax ¢ CYU-
QT. B uenom, 310 ucciaenoBaHue MOATBEPkK AT MUPOBBIC
JIJaHHbIE O NMPUMEPHOI YacToTe MOJIOKUTEIBHOIO F€HOTHU-
nupoBanus npu CYUQT okono 60-70% u nmoaTBepxkaeT
JIaHHBIE O PACIpPOCTPAHEHHOCTH MATOT€HHBIX BapUaHTOB
KCNQI v KCNQ?2 cpenu MaiyeHToB C IaHHOM MaToloru-
eil. BaxHO 0TMETHTH, YTO aBTOPHI TaKXKe MPOJEMOHCTPH-
poBaM HU3KYIO 4acToTy BapuaHToB B reHax CACNAIC n
JIpyrux reHax cpeau nanueHtoB ¢ CYUQT, uro BbI3BaNO
KPUTHUKY B OTHOLICHUH BKIIFOYCHUS STHX I'C€HOB B PyTHH-
HOE KIMHUYecKoe TectupoBanue [6]. Bmecte ¢ HenaBHO
OIyOJIMKOBaHHBIMU pabOTaMu O POJIM PEIKUX TeHETHYe-
ckux BapuanToB B CYUQT 310 nccnenoBanne MOXeT pu-
BECTH K MEepeolleHKe KIMHUYECKUX UHTEpIIpeTaluil paHee
OITyOJIMKOBaHHBIX TEHOB U MX UCIIOJIb30BAHUIO B IENIEBBIX
MaHeNsAX JJI TeHETUYECKOrO TECTUPOBAHMUSL.

B Hacrosmee BpeMs HamM 3HaHHMA O TCHETUKE
CYUQT, snexkrpodusnonoru u CTPyKTypHOH OmoIno-
I'MU BMECTE C JaHHbIMU O BiaussHUM SNP TpeOyroT HOBBIX
KJIMHUYECKUX KOHLENIUH B OTHOIIEHUM MOAXOAOB K JHU-
AQrHOCTHKE M JICYCHUIO MALIUEHTOB C HACIEICTBEHHBIMU U
puoOpeTeHHbIMU 3a00J1eBaHUAMU MUOKapAa. TakuM 00-
pa3oM, CTaThs, MPEACTABICHHAS B TOM BBIITYCKE, XOPOIIO
COOTBETCTBYET CAMBIM COBPEMEHHBIM B3IVIsaM Ha IeHe-
tuky CYUQT u noaaep’uBaeT COBpeMEHHbIE TEHACHIIMH
B TEHETHKE CEPJICYHO-COCY/IUCTHIX 3a00IeBaHMUIA.
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