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OnuncaHune naymeHTa

[MarmeHT 18 set, 6e3 Xano6 Ha MOMEHT O00CJIeIOBaHMSI, 00paTUIICS Ha KOHCYJIBTAIIIO K JIMTTUIOJIOTY 110 TIOBOLY
BIIEPBBIC BEISIBIICHHOTO MOBBIIIEHHOTO YPOBHS XoJiecTeprHa. [1pr 00beKTUBHOM OCMOTPE CYXOXWIIBHBIX KCAHTOM,
JIMTIONTHOM IYTW pOTOBMIILI BRISIBJICHO He Obl10. MHAeke maccsl Tena 20 kr/Mm2. KypeHne B aHaMHe3¢ oTpuliaeT. B
CeMEeHOM aHaMHe3e 00pallaao BHUMaHNe HaTu4Kre MHCYIbTa B 52 roma y nena (1Mo JUHWM OTIIa), OJHaKo OoJee
moapoOHas nH(opMaIus o6 OTIle ¥ POACTBEHHUKAX IO eTo JMHUU OTCYTCTBYeT. B mpemocTaBieHHBIX aHAIM3axX Ha
JIMITUIHBIN Tpoduib: oot xonectrepuH 9,08 mmons/a, XC-JITTHIT 7,39 mmons/a, Tpurnuuepuast 1,15 Mmoib/n.
JaHHBII aHaIM3 OB BEITOJTHEH Ha (poHE Tepaliy H30TPETUHOMHOM.

Tuin BMeLwwaTenbCcTBa

[Tocne mepBUYHOrO OOpalleHUS MaeHTa IPOBOIMIOCH JOOOCIeAOBAHNE IJIST MCKITIOYEHMSI BTOPUYHBIX TIPH-
YWH TUNEPIUIIUAECMUN, T000CIeI0BaHNE POACTBEHHUMKOB, OLICHKA HAJIMYUS aTepOCKICPOTUIECKOTO MOPaXKeHUE
nepudepudeckux aprepuii. Ilo pesyabsraraM IyIIEKCHOTO CKAaHMPOBaHUS OpaxuoledalbHbIX apTepril, apTepuid
HIDKHUX KOHEYHOCTEH aTepOCKIIEpOTUUCCKIX M3MEHEHUI He BBISIBICHO. bblin IpeaocTaBieHbl aHAIM3bI Ha JTATIN/I -
HbI# podwiib Mambl, ypoBeHb XC-JITTHIT B ipenenax 95-ro mpouieHTUIS (B COOTBETCTBUU C TTOJIOM U BO3PAaCTOM).
B ¢BsI31 ¢ BOBMOXKHBIM pa3BUTHUEM BTOPMYHOM TUIIEPIUITNACMUN Ha (hOHE Tepalluyi N30TPETUHOMHOM ITPOAOJIKEHO
IVMHaMWYeCKOoe HabIoJeHe, CIyCTd MOoJIroaa Imocje oKoHYaHus gaHHoro jgedenus XC-JITTHIT canswncs no 6,3
MMoJib/J1. C malueHTOM MoIpOOHO 00CYXIEeHbl HEMEINKAMEHTO3HbIE CITOCOObI KOPPEKIIMY runepaunuaeMun. Ha
¢oHe coOIIoACHNS TPUHIMIIOB TUTOJIUITMASMIYECKOTO TTUTAaHUS W PETYJISIPHBIX a3pOOHBIX TPEHUPOBOK YPOBEHb
XC-JIITHIT cansuncs no 5,64 MMoIb/.

lNMoka3aHunA K nepcoHannsayvm
Ha ocHoBaHWM MMEIOIMXCS KIIMHUUECKHX JAHHBIX, B COOTBETCTBUM C ToymaHackuM Kputepusasm DLCN, y manyeHTa
«BO3MOXHBII» AUAarHO3 CEMEMHON TUIIEPX0JIeCTepUHEMIH, TeTepo3UroTHas ¢popMa (5 0aimnoB). B ¢Bs13u ¢ 3TMM He0O0-
XOIMMO TIPOBeIeHE TEHETUIECKOTO NCCICAOBAHMS TS IIOATBEPXKACHMUS HACIEACTBEHHOTO TeHe3a TUTIePIINITHIEMUN
C LEJTBIO CTPATU(HUKALIA CEPACTHO-COCYANCTOTO PYCKA M OTIpeIeIeHUS MOKa3aHW K TUITOMUITUAEMITIECKON TepaTTiH.

Tun nepcoHanusauyvn

st reHeTnyeckoro aHaiu3a seiaeacHue JHK mposeaeHo ¢ momoribio Habopa QIAamp® DNA Blood Mini Kit
(Qiagen, [epmaHust). AHaJIU3 TPOBOAMIIN C TOMOIIIBIO TIAHEJIU 1JIs TeHETUYECKON TMarHOCTUKM Ha OCHOBE CEKBEHU -
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poBaHus HoBoro nokojieHust Ha Nextseq550 (Illumina, CIIIA). ITanens Bkirouana 25 reHoB (ABCA I, ABCGS5, ABCGS,
ANGPTL3, APOA1, APOAS5, APOB, APOC2, APOC3, APOE, CETP, GPD1, GPIHBPI1, LCAT, LDLR, LDLRAPI, LIPC,
LIPI, LMF1, LPL, MTTP, PCSK9, SARIB, STAPI, USFI) n 280 BapnaHTOB HYKJICOTUIHOM IMOC/IEIOBATECIBHOCTA
(BHIT), acconmmmnpoBaHHBIX ¢ pa3BUTHEM HACIIEACTBEHHBIX JUCIUTTHACMUM TT0 TaHHBIM JIUTepaTyphl. s KITMHM-
YeCKOM MHTePIIpeTalli OTOMpaINCch BapUaHTH ¢ 9acToToit <0,5 % (gnomAD). OnieHKa KITMHUYECKON 3HAYNMOCTH
BeIsTBNIcHHBIX BHIT mpoBommiack Ha OCHOBaHUYT POCCHICKHX peKOMeHIaImii | 1] 1 peKoMeHIamii 95KCIIepTHOM TPYTI-
bl ClinGen no cemeiiHoi runepxosnecrepuHeMuu [2]. ¥ mauueHTa Obl1 BbisiBieH naroreHHbiii BHIT B rene LDLR
(p.Gly592Glu). Kputepun natorenHoctu: PS4 (BerstBiaeHHbIii BHIT BcTpeuaercs B >10 He CBSI3aHHBIX MEXIy COOOM
cinyyassx CI'XC), PS3 Moderate (coOoTBETCTBYET 2 YPOBHIO ITATOTEHHOCTH COTJIACHO HECKOJIBLKUM (DYHKIIMOHATbHBIM
HCCIIEIOBAaHUSM C COTJIaCOBaHHBIMU pe3ysibraTaMu), PM2 (BcTpedaeTcs B KOHTPOJIbHOM BIOOpKe Genome Aggregation
Database ¢ wacTtoroit, He peBbIaomieit 0,01 %), PP3 (koMIIbIoTepHBIE MPOrpaMMEI IpeAcKa3aHus MTOATBEPKIAI0T
ero maroreHHocTh, REVEL score:0,938) [2]. Hanuune BBISIBIIGHHOTO BapMaHTa MOATBEPXKIESHO CEKBEHUPOBAHMEM 10
Cenrepy Ha mpuoope 3500DNA Analyzer (Thermo Fisher Scientific, USA).

N3meHeHNA nocne nepcoHannsaynn

[IpoBeaeHME TeHETUYECKOTO UCCeIOBAHNS TTO3BOIMIIO TTOATBEPANTDL HACIEACTBEHHBIN reHe3 JUCTUITUAEMUN
M YCTAaHOBUTH TMATHO3 CeMeiiHasg rurepxoiiecrepuHeMusi. Ha ocHoBaHMM 3TOro, B COOTBETCTBUU C JEUCTBYIOIIMMU
KJIMHUYECKMMHU PEKOMEHIALUMSIMHU [3], mManueHTy MoKa3aH IMPUEM TMITOIUITMAEMITIECKON TepaTivu JUIsT JOCTYKEHUST
ueneoro ypoBHst XC-JITTHIT menee 1,8 MMosb/i.

AvnHamuka

Ha ¢hoHe KOMOMHUPOBaHHON TUMOJUNIUIAEMUYECKO! Tepanuu (po3yBacTaTuH 10 Mr 1 33eTUMUO 10 MI) TOCTUTHYT
meneBoit yposerab XC-JIITHII (1,67 mMonb/m).

3akniouyeHue

CemMeliHasT TUTIEPXOJIECTEPUHEMUS SIBJISIETCSI MOHOTEHHBIM ayTOCOMHO-ayTOCOMHO-KOJIOMUHAHTHBIM 3a00J1¢-
BaHUMEM, TIPUBOISIINM K noBbIeHII0 ypoBHIO X C-JITTHII, 9yTo accoummnpoBaHo ¢ MOBBIIIEHHBIM PUCKOM Cepaey-
HO-COCYIUCTHIX 3a00JieBaHuii [3—5]. st mpenynpeskaeHNs X pa3BUTHS PEIAIONIyIO POJIb UMEIOT CBOEBPEMEHHAsI
IMAaTHOCTHKA M Ha3HaYeHUE TUIIOJUINAECMUYECKO# Tepanuu. JleiicTByIone KpUTEPUM TUATHOCTUKY JAaHHOTO
3a00JIeBaHMS MTO3BOJISIIOT B HEKOTOPBIX CUTYalIMSIX YCTAHOBUTH JUArHO3 0€3 BBIIMOJIHEHNSI TEHETUYECKOT0 MCCIIeI0-
BaHus. OgHaKO B JTaHHOM KJIMHUYECKOM CJIydae 3TO He MPEeICTaBIIsUIOCh BO3MOXHEBIM, B T. Y. BBUY OTpaHMYEeHHO
nHGOpPMaIK O CEMEITHOM aHaMHe3e. Ml UIMeHHO poBeieHNE TeHETUYECKOTO CCIIeA0BaHMSI TIO3BOJIMIIO YCTAHOBUTD
JIMarHoO3, ONpeae/IuB AadbHEHIITYI0 TAKTUKY JIeUYSHUS TaHHOTO ITallMeHTa.
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