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Bam nocTtaBunu gMarHo3 HacneacTBeHHOro 3aboneBaHusA

Korpa Balwemy pebeHKy, Bam nnu
KOMY-TO 13 6NIN3KMX YCTaHOBJIEH
[VarHo3 HacneaCcTBeHHOro 3abo-
neBaHWA, BaC NepenosiHAIOT pas-
Hble YyyBCTBa U Mblcnn. [ouemy
3TO CNyunnocb? KTo B 3TOM BUHO-
BaT? MOXHO N1 YTO-TO UcCnpa-
BUTb? He gonyctunu nu Bpaun
OLWKMOKY? B 3TON CUTYaumm nerko
BMacTb B MaHWKY Unu genpec-
CMI0, HauaTb NUCKaTb BMHOBATOrO
nnn o6BMHATb CaMoro cebs

B TOM, UTO npown3oLwwsio. KoHeuHo,
NpPOoYMTaB 3Ty MasieHbKyto 6po-
LLIOPY, Bbl HE CMOKETe NONYUYnTb
OTBETbI Ha BCe BONpochl. Ho oHa
JOMKHa BamM NOMOYb caenatb
NepBbIi War 1 B3rAHYTb B IMLO
npobneme, He NPATATbCA OT Hee
1 nepectaTtb 60ATbCA. OCHOBHbIE
NPUYNHBI CTPaxa — He3HaHue

N HE[OCTATOK UHPOPMaLUN.

B nHTepHeTe Bbl CMOXKeTe HalTn
MHOTO CBefieHMI 0 3aboneBaHuy,
HacneaCTBEHHOCTN, METOAAX
Tepanuu, 0CO6EHHO Ha aHro-
A3bIYHbIX pecypcax. MiTak, BO3b-
MUTE CBOW CTPaXx 3a PYKY 1 B MyTb!
[narHo3 — 3To ToNbKO Havano.

Yro genatb, Korga AguarHos YCTaHOBIJIeH

War 1

CobpaTtb LOKYMEHTbI:

1. BbinMcKa 13 MEAULIMHCKOTO YUpeXaeHUA Co cnepyowymm
BaHHbIMU:

* [MarHo3 OCHOBHOrO 3aboneBaHus;

° Ha3HauyeHue rnpernapara no >*KM3HeHHbIM MOKa3aHUAM;

° yKasaHue ob6bema 1 pexriMa BBefleHVA npenapara;

° HanpasneHue Ha MC3 gna yctaHOBNEHMWA rpynnbl NHBa-
NNJHOCTY MO MECTY XKUTeNbCTBa.

2. O6a3aTenbHO HanMyme NPOTOKONOB BpavyebHbIX KOMUC-
cuin (MpoBOAATCA MO MECTY XUTeNbCTBa U B peflepasibHOM
yupexzaeHuu).

War 2

MepepaTb NakeT JOKYMEHTOB flevallemMy Bpauyy, KOTOPbIi
COCTaBNAET 3aABKY Ha BO3MOXHOCTb NPefoCTaB/ieHNsA
neyeHus.

War 3

O6paTI/ITbCFI C NpUNoXeHnem naketa JOKYMEHTOB B OpraHbl
3[PaBOOXPaHEHMA PErroHa AN pelleHnsa Bonpoca

0 3aKyrKe npenapara.

LWar 4

O6paTnTbCA B 06LLECTBEHHYIO OpPraHU3aLKIo, MPUIIOKNTb
nrcbMa B OpraHbl 34paBoOOXpPaHeHNs, MeaLNHCKIE [OKY-
MEHTbI C NPOCbOOI MOMOYb B fIeKapcTBEHHOM obecneyeHnm
nauveHTa.

War5

Ecnwn Bbl nonyumnnn otkas, To cnegyeTt HanmcaTb MMCbMO

B MuHucTepcTBO 38paBooxpaHeHmsa PO, obcyxaaTb fanb-
HelLLyIo TaKTKKY C lOPUCTOM 1 MpefcTaBUTensiMmm obuue-
CTBEHHOW OpraHu3auumn.



¢ CEMEWHASA T’MNEPXONECTEPUHEMMUA.
NMPUYUHA U NMPOABIIEHUA

CemenHas runepxonectepuHemus (CMXC), B aHrnoAsbIy-
How nuTtepaType — FH ot Familial hypercholesterolemia —
HacneacTBeHHoe 3aboneBaHue, Npy KOTOPOM MyTaLun

B reHax NPMBOAAT K 3HaUNTESIbHOMY MOBbILLIEHWNIO YPOBHA
XonecTepuHa B KpoBu. Tun xonectepuHa, KOTopbl 0Co-
6eHHO nosblweH npu CMXC, — xonectepuH nunonpoTen-
HOB HM3Kon nuoTHocTu (XC JITTHIM). XC JIMHI nepeHocut
XonecTepuH No KpoBw, 3aTeM oH coeguHaeTca ¢ JIMHI-
peuenTopom B KneTkax neveHn. PacnpoctpaHeHHbIM
reHetnyecknm gedektom B CIXC aBnaoTca MyTauum
JIMHM-peuenTopa, HO ONKMcaHbl TakXe MyTauun 1 B gpy-
rux reHax. Hapywenwue ¢yHkumm JINMHM-pelentopa NPUBOAUT K 3HAYMTENIbHOMY YBENNYEHNIO
yposHa XC-JITMHI1 B kpoBw.

& KNMUWHUYECKUE NPOABINEHUA CEMEMHOMN
MMNEPXONECTEPUHEMUU

YCKOpeHHOe OTNOXKeH e XONecTeprHa Ha CTEHKaxX apTepuin NPUBOAUT K aTepOCKeposy.
CIrXC— oueHb onacHoe 3aboneBaHue, 6e3 fleueHra y Taknx 605IbHbIX OTMEYEHbI paHHee

N arpeccrBHOE pa3BUTUE aTePOCKIEepPO3a, paHHUE MHGAPKTbI, MHCYNBTbl U BHE3amnHasa CMepTb.
Prick BapbupyeTca OT CeMbU K CEMbe 1 3aBUCUT OT YPOBHSA XONeCTeprHa, APYrnx HacneacTBeH-
HbIX GAKTOPOB, OT 06pPa3a XKN3HW, ANETbI, KYPEHWSA, YPOBHA GU3NYECKON aKTUBHOCTU, OT Npu-
HagnexHoctu K nony. Y nogein ¢ CMXC, KoTopble KypAT, MOXET pa3BuUTbCA neprdepunyecknii
06nMTepUPYIOLWNIA SHOAPTEPUIUT (3aKYNOpPKa apTePUin HOT), YTO NPUBOAMUT K 6ONIAM B MbILLLIAX
Hor (NepemexatoLLlanca XpoMoTa) U K npobnemam, CBA3aHHbIM C YMeHbLUEHNEM KPOBOCHab-
MeHusA Hor. Pexke cTpafaloT apTepui roIOBHOTO MO3ra, YTO MOXET MPUBECTU K TPaH3UTOPHOM




NweMmnyecKom aTake (KOpoTKMe 3nm30abl claboCTy B OJHON CTOPOHE Tefna Uan Hecnocoob-
HOCTb rOBOPUTb), @ UHOTAA — K NLIEMUYECKOMY UHCYNbTY.

BoigenaioTt aBe ocHoBHble GopMbl CMXC — romMo3nroTHY0 U reTepo3uroTHyto, Gopmbl, KOTopble
pa3nnyaloTCcA No TAXKECTU KNUHUYECKUX NPOABNEHWI, TUMY HAaCNefoBaHMA.

MNpw reTepo3nroTHo Gopme NPUCYTCTBYET OfHA M3MEHEHHAA KOMUA reHa, KonmyecTBo

n ¢yHKuwma JIMHI-penenTopoB HapyLlaeTca YacTuyHo, ypoBeHb JITHIT octaeTca oTHoCK-
TeNbHO HU3KUM. CepeyHO-cocyancTble 3ab0eBaHNA NPOABNATCA B BO3pacTe oT 40 neT
npumepHo B 40% cnyyaes.

Mpu romo3nroTHo Gpopme NPUCYTCTBYIOT iBE MyTaHTHble GOPMbI reHa, MO3TOMY peLienTop
npakTnueckn He GyHKLMOHUPYeT, yposeHb XC JITTHI noBbiwaeTca 3HaUMTENbHO, aTepoCKie-
[pO3 pa3BMBAETCA elle B AETCKOM Bo3pacTe. TakxKe XONecTePUH MOXET OTKNIaAblBaTbCA B KOXE,
06pa3yn xenToBaTble NATHA Ha BeKax (KCaHTenasma), B CyXOXKUNUAX JIOKTEN, KONIeHel 1 cTon
(kcaHTOMa cyxoxnnus). KpaliHe onacHbIM OCNIOXHEHNEM 3a0051eBaHMA, KOTOPOe BCTpeYya-
eTcA 6osiee YeM y NMoOTOBYHbI MALMEHTOB C 3TON GOPMOI 6ONE3HU, ABNSETCA HaAKNanaHHbIN
aopTasbHbIN CTEHO3 (OTBepAEeHMA aOPThl Bbile YPOBHA a0PTasibHOrO KnanaHa). AopTanbHbI
CTEHO3 XapaKTepusyeTca OfbllLKOMW, 601AMM B rpyan, BPEMEHHBIMM FONIOBOKPYXEHUAMM N
noteper CoO3HaHUS.

CIMXC — 3710 ofgHa 13 600 HacnenCcTBEHHbIX 6one3He obmeHa BellecTB. fTomo3nroTHaa ¢opma
3a60/1eBaHMA — OYeHb pefKoe 3aboneBaHue. YacToTa ero TOYHO HEM3BECTHA U, MO AaHHbIM
nuTepaTtypbl, cocTaBnset meHee yem 1:1000000. OgHaKo pa3BuTME CUCTEMbBI QUATHOCTUKMA U
MOBbILLEHVE HACTOPOXKEHHOCTI BPaYel MO3BOMAET BbIAABNATL BCe 60sblUe CllyyaeB 3aboeBa-
HUA. /l BO3MOXHO, UTO YacToTa 60/1e3HM ropasfio Bbllle, YeM CUMTANM paHee. A reTepo3nroT-
HoM Ppopma 3aboneBaHUA BCTPEUAETCA OYEHDb YACTO U OTHOCUTCA K OQHOW U3 CaMbIX pacnpo-
CTPaHeHHbIX HaCcNeACTBEHHbIX 3aboneBaHUn y uenoseka. MpunbnusntenbHo 1 n3 500 yenosek B
MMpe UMEeET reHeTUYeCKOe N3MeHeHe, KoTopoe Bbi3biBaeT CIMXC.

HacnepoBaHue

Taxenaa romosnroTtHas ¢opma CIXC HacnepyeTca No ayTOCOMHO-PELIECCMBHOMY TUMY.
BonbHoW pebeHOK HacneayeT Mo OAHOMY U3MEHEHHOMY FeHy OT KaXX4Ooro U3 poauTenei.
B cembsix, roe poautenu ABNATCA HOCUTENsAMU 6ONE3HN, PUCK POXAEHMA 6ONbHOro pebeHKa



cocTaBnfAeT 25% Ha Kaxayto 6epemeHHOCTb. Ho He Hapo 3abbiBaTb, YTO AOCTATOYHO U OAHOW
MyTaLuW B reHe, UToObl 6051e3Hb Cebs NPoABMIIA. ITO XapaKTEPHO NS reTepo3nroTHbIX Gopm
3abonesaHus. MNpu Bcex popmax CMXC MoryT B pa3HOM CTeneHun cTpagatb 6n3Kne poa-
CTBEHHWUKMW, TaKNe KaK poautenu, bpatba u cectpbl 1 aetu poputenein ¢ CrXC. Bce oHn nmetot
50%-HbiIn puck CIMXC. TecTMpoBaHMe YeHOB CeEMbU MMEET peLuatoLLee 3HaYeHNe A paHHero
BblAIB/IEHWA 3a00eBaHus.

Kak yctaHaBnuBarT AMarHos

Bpaum Ha 0CHOBaHNN KIMHUYECKUX CUMMTOMOB, CEMENHOM NCTOPUM MOTYT 3aNoJ03pUTb
60ne3Hb. 3aTeM NPoBOAATCA NabOPATOPHbIE TECTbI U MHCTPYMEHTasIbHOE NCCIIefoBaHMe.
CI'XC 06blyHO NepBOHaYanbHO Pacno3HaeTCA No aHOMaJIbHO BbICOKMM yYpoBHAM XC JIMHI,
onpegensaembiM MO AaHHbIM TeCTa Ha XoniecTeprH. Kpome Toro, Ana NOATBEPKAEHNA Ana-
rHO3a MOeT ObITb BbINOJIHEHO reHeTNYeCcKoe TeCTUpOoBaHe. B aHannse KpoBu (pa3BepHyTas
NMNUAOrPaMMa), Kak NPaBusio, BbIABMAIOT: MOBbILIEHWE YPOBHS OOLLErO XOnecTepuHa, mno-
npoTenaoB H13Kow nnoTHocTy (JITHI), HopmanbHbIN YpOBEHb NMNONPOTENAO0B BbICOKOM
nnotHoctn (JIMNBI) n Tpurnuuepnaos.

CIXC oTHOCKTCA K UMCy HacieiICTBEHHbIX O0ne3Hel, ANA KOTOPbIX CYLLEeCTBYET fleueHue.
OfHMM 13 OCHOBHbIX MOAXOA0B K SleueHuto retepo3unrotHon dopmbl CMXC aBnAeTca guetote-
panuA B COYeTaHUU C MPUMEHeHeM CneLmanbHbiX MpenapaToB, CHUKAOLWUX YPOBEHb Xoe-
cTepuHa. Ho 6biBatoT cinyyan reteposnrotHoi CIXC, KoTopble NoXo NoaAaloTca JaHHOMY
neyeHuto.

fomo3urotHasa CI'XC TpebyeT cepbe3HOro fieueHus, NOCKOSbKY MelKaMeHTO3Has Tepanua
YacTo He JaeT JOCTaTOYHOro 3ddeKTa 1 MOXKeT TPeboBaTb APYrX BUAOB eUeHUs, BKITIO-
yas adpepe3 XC-JIMHM (yaganeHue XC-JIMHM n3 kposu). CoBcem HepaBHO Obina paspabo-
TaHa cnewuuvanbHaa Tepanus, HanpasBneHHasa Ha naToreHes 3abonesaHuna. CMbICN Tepanun



3aK/0YaETCA B TOM, YTO MALMEHTY BBOAAT NPenapart, CNoCco6CTBYIOWMNIA YBEIMYEHWIO KONYe-
ctBa JINHMM-peuenTopoB B KNeTKax NeyeHu, YTo No3BOJIAET KJIeTKE 3aXBaTblBaTb X0NleCTEPUH
1 ero KOHUEHTPaLWaA B KPOBY CHIKAETCA. B camoin npoLeaype BBeAeHUA 3TOro npenapara
HeT H1Yero cnoXxHoro. Mpn onpeaeneHHOM HaBblKe 3TO MOXKHO NMPOBOAUTL B Nto6oI 60sb-
Huue. OH BBOAWTCA NOAKOXHO pa3 B Mecsl,.

& MEOUKO-TEHETUYECKAA KOHCYIIbTALUA

CeMbAM OYeHb BaXKHO MOCETUTb Bpava-reHeTka. Jlevalyme Bpaym He BCerga MMeoT BO3MOX-
HOCTb NMOrOBOPUTb C CEMbEN 1 PaccKa3aTb O BCEX PUCKAX Y BO3MOXHOCTAX, KOTOPbIE MOXeT
NpefoCcTaBUTb COBPEMEHHAs FreHeTUKa. Y Bpaya-reHeTrika MOXKHO Y3HaTb PUCK POXKAEHUS
605bHOro pebeHKa B IaHHON ceMbe, NPONTX 06C/IeloBaHNe POACTBEHHWKAM, eC/IN 3TO
Heobxoanmo.

Momouwb cembu

KoHeuHo, MHOroe 3aBMCUT OT Bpaya: Kak MHOIO OH 3HaeT
npo Balle 3aboneBaHNe, Kak MPaBUIbHO Ha3HauuWs ieye-
HMe, KaK XOPOLLO OH 06BbACHMW BaM NPUHLMMbI TEpanuu.
Ho He 3a6biBaiiTe: OT CeMbU 3aBUCUT YCMEX JIeUeHUs He

B MeHbLLEN cTeneHu. Hy>kHO cobnogaTb pekomMmeHAaLmm, HA
NPV KakKUX YCNOBUSAX HE TEPATb HaZeXay U CamoMy CTaTb
3KCMepToM B CBOEM 3aboneBaHuu. YnTanTte nutepatypy,
o6LwanTech ¢ CEMbSIMU, He CTECHANTECHb 3aaBaTb BOMPOChHI.
[axe ecnu Bbl He nobeauTe 60/1€3Hb MNONHOCTbIO, U3MEHUTb
XKWU3Hb K Nyyluemy, cienaTb POAHOro BaM YenoBeKa cyacT-
NVBbIM B Baluux cunax!




Y3HaTb Oonblue

B Mype ecTb MHOro opraHu3auunin, KOTopble MOryT MOMOYb

HaWT OTBETbI Ha Nltobble Apyrre BONpOChI, CBA3aHHbIE
c CIXc

MexpgyHapogaHas opraHumsauma no CIMXC
http://www.fh-foundation.org/

EBponenckana opraHusayma no CMXC
https://heartuk.org.uk/
fh-familial-hypercholesterolemia/
european-fh-patient-network

Me>xayHapoaHbii nopTan rno pegkum 6onesHam — www.orpha.net

EBpOI'IeIZCKaH OopraHuMsauns, O6'be,£I,VIHﬂIOI.LI,aFI nayneHToB C Pas3iMvYHbIM PEOKNMUA 3aboneBsa-
Huamm — EURORDIS www.eurordis.org

O6LwecTBeHHbIE opraHusauuu u doHabl Poccun

= CemelnHas runepxonectepmHeMmna NoKa He BXOAUT
(- Bcepoccuiickoe P P A

obuiecTso B nepeyeHb opdaHHbIX 3aboneBaHuil, NeyeHne KoTo-
pbIX NPOBOAMTCA 3a CYET CPEACTB PErnOoHanbHbIX
610KeTOB, OAHAKO NaLMeHTbl MMET BO3MOMXHOCTb
neuntbca B Poccun. NMomoub naumneHTam nonyymTb
neyeHune, NOBbICUTb MHGOPMUPOBAHHOCTbL 06 LLEe-
CTBa O pefKkmx 6onesHax, a Takke [oOMBaTbCA NPOABMXKEHNA 3aKOHOAATENIbHbIX MHMLNATUB
B 0611acTh opdaHHbIX 3a6051eBaHNIA MOTYT 0OLLECTBEHHbIE OpraHMn3aLuK.

Bcepoccuniickoe ob6uecTBo peakurx (opdaHHbIX) 3a6oneBaHNii UMeET B CBOEN CTPYKType
rpynny no ceMeHoOM runepxonectepuHeMmm. Ha caiite opraHmsayum MoxxHo 6onee nog-
pO6HO 03HAKOMUTLCA C [eATENBHOCTbIO OOLLEeCTBa, HanMcaTb MUCbMO, MPOYNUTATb XKYPHa No
peakum 6onesHam — www.rare-diseases.ru




¢-) rOE B POCCUN 3AHUMAIOTCA OUATHOCTUKOW U NNEYEHUEM

Poccnnckmnm kapanonormyecknim Hay4HO-NPOn3BOACTBEHHbIN KOMIMIIEKC
121552, 1. MockKBa, yn. 3-a YepenkoBsckas, . 15a

Ten. +7 (499) 140-93-36, 149-17-08

http://cardioweb.ru/

HayuHo-nccnenoBatenbCKUn MHCTUTYT Tepannn u NPodunakTuyeckon MeguLHbl
630089, r. HoBocnbunpck, yn. bopuca boratkosa, 4. 175/1

Ten. +7 (383) 373-09-89

http://www.iimed.ru/

MepB.bit CaHKT-MNeTepbyprcknin rocyapcTBEHHbIN MeAUHCTUTYT M. akad. W.I. MaBnosa
197022, r. CaHkT-TeTepbypr, yn. JibBa Tonctoro, 4. 6-8
http://1spbgmu.ru/ru/

[ocypapCTBEHHbIV HayYHO-MCCIefoBaTeNbCKUM LEHTP NpodrnakTuiyeckon MmeauumHbl
101990, r. Mocksa, MeTpoBepurckun nep., a. 10, cTp. 3

Ten. +7 (495) 790-71-72

http://www.gnicpm.ru/

HayuHo-nccnenoBaTenbCKuii KNUHNYECKAA UHCTUTYT NeguaTtpum nm. akag. t0.E. Benbtuwesa
125412, r. MockBa, yn. Tangomckas, g. 2
Ten. +7 (495) 483-72-

http://www.pedklin.ru/

OIrbY «KnuHnueckasa 6onbHunLa N2 122 nm. J1.I. Cokonosa»
194291, r. CankT-lNeTepbypr, cT. M. «O3epKu», np. Kynbtypbl, 4. 4
Ten.+7 (812) 363-11-22

http://www.med122.com



