O. L1I. OiiHoTKMHOBA, 1. M. H., Ipoeccop, 3acayxeHHbIN Bpau PO

CemMeiiHasi runepxojiecTepuHeMust

Hapymenuss  gunuaHoro  o0MeHa, MNPOSIBJSIONINECS]  Pa3IUYHBIMU
AUCJTUTIONPOTEMHEMHUSAMH, HTPAIOT BAKHYIO POJIb B MaTOreHe3e 3a00/1eBaHMI,
ACCOLMHUPOBAHHBLIX ¢ aTepockiepo3oM. Okono 25 MiIH Jiodeid B MHpe
MO/IBEPKEHbI BLICOKOMY PHCKY PAHHEr0 aTepocKJiepo3a u3-3a HACJIe0BAHUS

Nne(eKTHBIX FeHOB, PeryJTUPYOIUX MeTa001u3M JUIH/I0B U JUIONPOTEHHOB.

Cemeitnas  runepxonecrepunemust (CI'XC), wmm Il  Tun  cemelHoMU
TUIIEPIUIIONPOTENHEMHH, — CEPhE3HOE 'eHETHUECKOe (MOHOTEHHOE) 3a00JIeBaHNe
C ayTOCOMHO-JTOMUHAHTHBIM THUIIOM HAcCJIEJOBaHUSA, XapaKTEpHU3YIOIIeecs
MyTalueld TeHa, KOTOpPbI KOIuUpyeT o0pa3oBaHUE peLenTopa JUIONPOTENHOB
Huskoi mnotHoctu (JITTHII-penientopa) Ha MemMOpaHe KIETKH.

[Manpenter ¢ CI'XC paxe B OTCyTCTBUE 3a00sieBaHUil, O0O0YCJIOBIEHHBIX
aTEepOCKIIEPO30M, OTHOCATCS K TPYIMIE BBICOKOTO PHCKA CEPAECYHO-COCYIUCTBIX
OCJIO)KHEHH, a IPU UX HAJTMYUH — OYEHb BBICOKOTO.

Kon o CI'XC o MKB-10: E78.0 — uncTast runepxojiecTepuHeMHsl.
INUAeMHOJI0THA U KIaccupukanmus

CI'XC oOnapy:xuBaetcsi npuMepHo y 0,2% nacenenus 3emiu (1 Ha 500 yenosex).
[Ipu Hanuuuu 3toi natosioruu y MmyxuuH puck UbC B 8—10 pa3 Bblle, yeM y jaul
0e3 TUIepXOJeCTepUHEMHH, TPUYEM KOPOHApHOE  3a00JIEBaHUE  MOXKET
pa3BuBaThcad yxke Ha 3-M uinu 4-M  JecAatuieTdd  ku3HU. [lpu  peaxoit
romo3urotHoir  popme CI'XC  HNBC  wacro  pmebrotupyer  yxke B
JETCKOM/TIOPOCTKOBOM BO3pacTe.

Oco0eHHOCTH U pacIpOCTpPaHEHHOCTh oTAeabHBIX (opMm CI'XC mpencraBieHbl B

mabauye 1.

Ta6auua 1. @opmbl ceMeiiHOM rHnepxoJiecTepuHEeM U

DopMbI OcobennocTu PacnipocTrpaneHHOCTD




3200J1IeBaHUA

['erepo3urotHas [lanueHT nomyvyaer [Tpumepno 0,2-0,5%
ne(eKTHBIN, MyTaHTHBIN T€H | JKUTEJICH 3eMJTU

OT OAHOI'O pOaAUTCIIA

['omo3urotnas™ [TarmeHnT HacneayeT Kpaiine penkas popma:
ne(eKTHBIN T'eH OT IBYX npumepHo 0,0001-
ponuTenei 0,0003%

* Ilpn HacnenOBaHWM TAITMEHTOM JBYX T'€HOB, MMEIOIINX Pa3HbIC MYTAaIlWH,
pa3BUBAIOTCS CHOXHbIE reTepo3urotHeie Gopmbel CI'XC; oaHako uUX TPYIHO
OTJIMYUTHh OT TOMO3UTOTHBIX (POPM, MOITOMY OHHU PACCMATPUBAIOTCA B PAIY

IIOCJICAHHUX.

Kpome CI'XC, K mepBHYHBIM MOHOTEHHBIM JHCIUIIONPOTEUHEMUSM OTHOCSTCS
Takue 3a0o0JieBaHMsI, KaK HacleACTBEHHBIH nedekt amomporenHa B-100 (amoB-
100), cemeitHas runep-anbha-JIMIONPOTCHHEMHUs, OOJIe3Hb 3amacaHus 3(PHUpPOB
XOJIECTEPUHA, CMEIIIaHHAs TUTIepUnuaeMus (Iuc-0eta-nmunonporennemusi, uiu I11
TUIl TUNEPIUNONpOoTenHeMun), runeprpurmunepugemus (IV. u  V  Tunsl
TUIEPIUIIONPOTEMHEMHH ), TUIIEPXUIOMUKPOHEMUST W HeKoTopble npyrue. OHu
BCTPEUYAIOTCS B MOIYJISLNANA 3HAYUTENBHO pexe, ueM CI'XC.

ITHOJIOT U

B nopme JIITHII-penentopsl urpatoT OCHOBHYIO poib B kartaGommsme JITTHIL.
[Tpuunnoit cemeitHont CI'XC cyuTarOT MyTalMyM TE€HA, KOJIUPYIOIIErO ATH
penientopsl. Takre MyTaluyu BeCcbMa pa3HOO0pa3Hbl, BCTPEYAOTCS TOBOJIBHO YacTO
Y IPUBOJAT K Pa3IMYHBIM HApYIICHUSAM (YHKIUH PEUENTOPOB:

* orcyrcTBuro cunTesa JITTHII-penenTopos;

* CHIDKEHUIO TpaHCIOpTa peuentopa OT MecTa €ro CHHTe3a B
HHAOIIA3MATHYECKOM PETUKYIyMe B anmnapat ['onbmku;

* HapyIIEeHUIO cBsA3bIBaHus peuentopos ¢ JITTHIT na moBepxHOCTH KIETOK;

* HECNOCOOHOCTH PEIENTOPOB KIIACTEPU30BAThCSI B MEMOpPAHHBIX MYy3bIPHKaXx,
KOTOpBIE CIY>KaT MPEIIIECTBEHHUKAMHU BE3UKYJ JJI DHIOLUTO3a U HEOOXOIUMBbI

JUI HOPMAJIBHOTO PEUMKIMPOBAHUSA PELEITOPOB.



Yacrora ecrectBeHHbIX Myraumii autenend rena JIIIHII-penenTopa HacTosbko
BEJIMKA, YTO OOJBIIMHCTBO CiydaeB Kaxyumxcs romo3urotr mo CI'XC peanbHO
OKa3bIBAIOTCSl TE€TEPO3UTaMH, MOJYYUBIIMMH OT KaXIOrO0 POAUTENS pPAa3HbIE
MyTanuu. bosee Toro, cornacHo NMpoOBEIEHHBIM OLIEHKAM, BBICOKAs YaCTOTA TAKUX
MmyTainuii o0ycinoBnuaet rerepo3urotHyro CI'XC y 1 yenoseka u3z 500.

Jns GonpHBIX Terepo3uroTHoi Qopmoit CI'XC xapakTepHbl JBYXKpaTHOE
nosbiieHne yposHs JIIIHII B mmasme ¢ pokaeHHMss M BBICOKAsT BEPOSTHOCTH
pa3Butus UBC B Bo3pacte g0 50 ner.

Heduuur JIITHII-penentopoB npuBoaut k Hakomienuto JIITHIT B mia3me, yto
HaOJIOAaeTCsl MpPU TUIEPXOJIECTEPUHEMHUH MPAKTHUECKH C poxkiaeHus. [pyrue
nokazarenu JunugHoro coctaBa KpoBH npu CI'XC u3MEHSIOTCA CIEAyHOUIUM
oOpazom:

* conepskanue oomuiero xonectepuna (OXC) y B3pOCTbIX OOJBHBIX T€TEPO3UTOTHOM
CXCT" nmpumMepHO B 2 pa3za BbllI€ HOPMAJIBHOIO, Y MAIMEHTOB C TOMO3HTOTHOMN
CXI'C —B 4 pa3za;

» ypoBuu TpuriuiepunoB (TI) y nereit ¢ CI'XC, OONBIIMHCTBO M3 KOTOPBIX
uMeroT [la Thun runepaunonpoTEMHEMUH, KaK MNpPaBWIIO, HOPMAJEH, OJHAKO Y
B3pOCTBIX BeCbMa dYacTo BcTpeuaercs IIb Tum 3aboneBaHusi, MPH KOTOPOM
KOoHUEeHTpanusa T1' nmoBbIICHA;

* COJEpKaHHE JIUMONPOTEUHOB BBICOKOM IJIOTHOCTU OBIBAET HOPMAJbHBIM, HO
qarie CHUKEHO, 0COOCHHO y JuIl ¢ ToMo3uroTHoi (opmoit CI'XC.

B Hacrosimee Bpemsi uaeHTU(UUUPOBaHbI 4 pa3HbIX Kjlacca MYyTalUid TreHa
peuentopa JIIIHII, kaxapii U3 KOTOPBIX BKJIOYAET B Ce0s HECKOJBKO

OTIPEJICIICHHBIX TEHETHYECKUX JE(PEKTOB, MPUBOAAIINX K BO3HUKHOBeHHIO CI'XC

(maobn. 2).

Tabdauuma 2. Yerbipe kjIacca MyTauMid reHa, KOAMPYHOLIEro o0Opa3oBaHMe

peuenTopa JiMnonporenHoB Hu3kou mwiornocru (JITTHIT)

Kaaccsl XapaKkTepuCTHKHU

Myrtauun 1 e JlearoT COOTBETCTBYIOIINE AJLIENIN «HEACHCTBUTEIBHBIMUY,




KJIacca YTO BBIPAXKAETCS B MOJHOM OTCYTCTBUM UMMYHOJIOTUYECKU
(romMo3HTOTHI) oboHapyxuBaembix JITTHII-penentopos.
* N3BecTHo 13 myTanuii 1 knacca (B T. 4. aenenus B 10 k0O B

IPOMOTOPHOM y4YacCTKE I'€Ha)

Mytanuu 2 * [Ipu nosBneHnn ajuienen 2 Kiacca HapylmaeTcs TPAHCIOPT Ha
KJlacca MOBEPXHOCTH KJIIETKU JHOOBIX CHHTE3UPYEMBIX PELIEITOPOB.

(rerepo3urotsl) | * M3BecTHbI 3 MyTanuu 2 Kjiacca

Myrannu 3 » Hannuue anneneii 3 kinacca BbI3bIBacT 00pa3oBaHue
KJjlacca (YHKIIMOHAJIBHO AE(PEKTHBIX PELENTOPOB, HE CIOCOOHBIX
cesa3biBarh JITTHIL

 M3BecTHBI 2 MyTanuu 3 Kiacca

Mytanuu 4 * B npucyrctBun anneneii 4 knacca GopMupyroTcs Bce

KJlacca HOPMAJIbHBIE PELIENITOPBI, OJTHAKO OHU HE MOTYT COOMPATHCS B
Ipynibl (KJIaCTEPU30BaTHCS) B OKAMMIIEHHBIX SIMKaX, 4TO
MPEMATCTBYET UX NHEPHAIM3AUNHU 1Tociie cBs3biBanus ¢ JITTHIL.
* l3BecTHBI 5 MyTanuii 4 kiacca, BCe OHU 3aTParuBaroT
uurormiazmMatuyeckui nomel peuenropa JINTHIL Berpeuarores

OUYEHb PEJIKO

JAnarnocruka

3anono3puth CI'XC y marueHTa mo3BoJsitoT Kak MUHUMYM 2 pe3ysibTaTa aHajau3a
KpOBHM HaTollak (0e3 Tepamnuu), CBUIACTEILCTBYIOIIUE O TUIEPIUNUIECMUU, MPU
UCKJIFOYEHUHU BO3MOXHBIX BTOPUYHBIX HpUYMH BbicOKOro ypoBHs XC JITTHII.
TakuMyu mNpUYMHAMH MOTYT OBITh HapylieHusT MeTadonu3Ma (TUIIOTUPEO3,
OXKUPEHHE U Jp.), XpOHUYECKasi OOJIe3Hb TMOYEK, CaXapHbId auaber, HapylICHUs
TUETHI (M30BITOK HACHIIICHHBIX KUPOB, TPAHCIKUPOB U JIP.), IPUEM OIPEICIICHHBIX
rpymn jgekapctBeHHbIX cpeAcTB (I'KC, nuypeTrkoB, opajlbHBIX KOHTPAIEITUBOB U
JIp.) ¥ HEKOTOpHKIE IpyTue (HaKTOPHI.

VY mo00ro marnueHTa ¢ TUIEPXOJIeCTepUHEMHUEH HEOOXOIUMO BBISICHUTh, UMEETCS
m pucnunuaemus u/unn MBC y ero poJCTBEHHHUKOB NMEPBOUM JTUHUM (POIUTENH,

Opathsi, cecTphl, aeTH). OcoOOro BHUMAaHHUSA NMPH OOCIETOBAHUH 3aCTYKHBAIOT




JULA MOJIOIOr0 BO3pacTa € THIEPXOJIECTEPUHEMUEH, HAIMYUMEM B AaHAMHE3E
CEpJIEYHO-COCYAUCTHIX 3a00JIeBaHUM, 00YCIOBICHHBIX aTEPOCKIEPO30M.

Ecmu y ponuteneit umeercs CI'XC, kcantomaro3 win panHee Hadano MBC, 1o y
JeTeN U3MEPATh YPOBEHb XOJIECTEPUHA CIIEIYET YXKeE C 2-JIETHErO BO3pacTa.

CI'XC yame AuarHoCTHPYETCS Yy JIUIl C OTATOIIEHHBIM CEMEWHBIM aHaAaMHE30M
runepxojiecrepuieMun win HanuuueM HWBC y poOACTBEHHHMKOB B MOJOJIOM
Bo3pacte (y My>K4uH — JI0 55 JeT, y sxeHnH — 110 60 JeT).

[ToctanoBka guarnoza CI'XC Bo3MOxkHa 0€3 TEHETHYECKOr0 TECTUPOBAHUS
samHTepecoBannbix reHoB  (LDLR, APOB, PSCK9, LDLRAP1) 1o
(EHOTUNMMYECKUM MPU3HAKAM U KIIMHUYECKUM KPUTEPHSIM.

DeHOTHIIHYECKHE MPU3HAKU CEMEHHOM runepxojiecTepuHeMUun

K 4ucny rmaBHBIX TposiBIeHHM, mMo3Bojsiommx 3anogo3pute CI'XC mnpu
busuKaaTbHOM 00CHeOBaHUM, OTHOCATCS KCAHTOMBI CYXOXWIUHU (puc.). [y ux
JUArHOCTUKU HEoOXO0JIMMa BHU3yalibHasi OIICHKA W TMajblanus CIEIYIONINX
CYXOXXWJIMWA: aXWJIJIOBbIX, MalbIEB PYK, TPHUIICTICOB, KOJICHHBIX CYCTaBOB. B
COMHUTEJIBHBIX CIIy4asiX MOTYT UCIOJIb30BaThCs Y 3U wim Guorncus.

JlutionHass ayra pOTOBUIBI TaKXKE CBHUJCTEIBCTBYET O HAJIWYUK HapyIICHUS
JUTUAHOTO OOMEHa, HO WMEeT JUAarHOCTUYECKOE 3HA4YeHUE TOJIBKO TMpHU
BBISIBJICHUU y MAIUEHTOB 110 45 JerT.

Kcantenasmbl yacto Berpedarorcss npu CXI'C, HO He ciyxaT crneuu@uuHbIM
MPU3HAKOM 3a00JIeBaHUsA. Y3€IKOBBIC, JPYNTHUBHBIE KCAHTOMBI KOXHU OoJjiee

CHCI_II/I(I)I/I‘IHBI JJI1 TaKUX IICPBHUYHBIX ,Z[I/ICJII/IHOHPOTGI/IHGMI/II\;I, KaK BbIpaXCHHAas

TUNIEPTPUTIIULIEPUIEMUS U TUIIEPXUITOMUKPOHEMUS.




Puc. KcaHToMBI Ha CyXO:KMIMAX pa3rudareiieil majbleB PYK M JHUIOWTHAS

Ayra poroBuibl

Kaununyeckue KPUTECPUH THATHOCTUKH

B HacToAImee BpEMA JIHUAHOCTUYCCKHC aAJIT'OPHUTMBI CIrxc IMpCaACTaBJICHBI

routagackumu (Dutch Lipid Clinic Network) u O6putanckumu (Simon Broom

Registry) kputepusmu (mabauywt 3, 4).

Tabimua 3. MoaudguuupoBaHHbIe IOJUIAHACKHE THATHOCTHYECKUE KPUTEPUH

cemeiinoii runepxosiecrepuHemun (CI'XC) Dutch Lipid Clinic Network

Iloka3arean

banabl

Jlaunvie cemelino2o anamuesa

PoacrBennuk 1-i1 crenenn pojcTBa ¢ paHHel (My»kuuHbl < 55 ger, | 1
xeHmuHbl < 60 ner) UBC unu apyrum cCoCyIMCTBIM MOPAXKEHUEM
WM poAcTBeHHMK 1-ii crenmenn poxctsa ¢ XC JIIIHIT > 95-ro
IIPOLICHTHJIS

PoactBennuk 1-# cTemeHu poOJCTBA C KCAHTOMaMM CYXOXWJIUH | 2
W/WIY JTUTOUTHOM Jyroil poroBUIbl WK 1eTh MoJoxke 18 et ¢ XC
JIITHIT > 95-ro npoueHTuis

Hcmopus 3abonesanus

Y manmenTa panusas (My>X49uHbl < 55 set, xxeHuwHsl < 60 net) UBC | 2
VY namuenTta panHee (MyXuMHbl < 55 gjet, xeHumHbel < 60 ner) |1
pa3BUTHE aTEepOCKIEPOTHYECKOTO MOPaKEHUS
OpaxuorieanbHbIX/IepudhepuIecKux apTepuit

Jlannvie pusuxanvroco obcaredosanus

KcaHTOMBI CyX0KUIHit 6
JlunonaHas nyra poroBuubl 10 45 ner 4

JlabopamopHnuwiii ananuz (npu Hopmanvrwvlx noxazamensax JIIBIT u TT)

XC JITHII > 8,5 MmMoan/I

8




XC JIITHIT 6,5-8,5 Mmmoab/n 5

XC JIITHIT 5,0-6,4 mmoan/11 3

XC JITTHIT 4,0—4,9 MmMons/1 1

Oyenxa pe3yromamos™:.
» > 8 payutoB — omnpeneneHubid nuarao3 CI'XC;
* 68 6ammoB — BeposTHBIN auarno3 CI'XC;

e 3-5 0am1oB — BO3MOXHBIN guarto3 CI'XC

* JlmarHo3 ycTaHaBIMBAaeTCS HAa OCHOBAaHWU CYMMBbI OajsioB, TMOJYyYEHHBIX B
KOKJ0M rpynne (BHyTpH Tpynmbl 0ajuibl HE CYMMHPYIOTCS); B KaKJIOM T'pyIIe B
pacuer Oepercss TOJBKO OJWH MPHU3HAK, JAIONIMIA MaKCUMaJbHOE KOJUYECTBO

0aJuIoB.

CornacHo OpuTaHCKUM KputepusiMm auarnos «ompezaenennas CI'XCy» craButcs B
CHEAYIOIINX CIIyYasX:

* OXC > 6,7 mmonb/n unu XC JIIHIT > 4,0 MmMmonb/a1 y neTeid U moapOCTKOB
maamame 16 ger mwmm OXC > 7,5 mmons/n waum XC JIIIHIT > 4,9 mmonw/a y
B3POCJIBIX U MOJAPOCTKOB OT 16 JET;

® IIJTFOC OJIHO U3 HUKEINEPEUNCIEHHOTO:

- CYXOXWJIbHBI KCAaHTOMAaTO3 y MalMEHTa WIM POJACTBEHHUKOB |-l cTeneHu
pojacTBa (poauTeNy, JeTH, OpaThsi, CECTPhI) WK 2-i CTETNIEHU POJICTBA (ACIYIIKH,
0a0yIIKy, AU UITU TETH);

- MO3UTUBHBIA pe3ynpTaT Tecta JHK-guarnoctrku, moaTBepxaar0uil MyTaluu
rena JIITHII-peuentopa, anoB-100 unu mponpoTeMHKOHBEpPTa3bl CYyOTHUIIU3HH-
kekcuna tuna 9 (PSCKO).

Hunarno3 «BepoarHas CI'XC», COTJIaCHO TEM K€ KPUTEPUSIM, CTABUTCS, €CIIU:

* OXC > 6,7 mmonn/n unu XC JIHIT > 4,0 mmons/n y nered muaamie 16 et win
OXC > 7,5 mmonb/n wu XC JIHIT > 4,9 MMob/11 y B3pOCIIBIX U MOAPOCTKOB OT 16
JIET;

* IUTKOC OJTHO U3 HIXKETIEPEUYUCICHHOTO:

- OTATOIICHHBIA CeMEWHBIM aHamHe3 A0 50 JeT y pPOACTBEHHUKA 2-U CTENEHU

POACTBA,




- OXC > 7,5 mmonb/n y B3pocioro 1-i umm 2-i CTeeHn pOACTBA WM TMOBBIICHUE
OXC > 6,7 monb/n y pebeHKa WK POJACTBEHHHUKA |- cTeneHu poACcTBa B BO3pacTe
MeHee 16 ner.

OTtmeTuM, 4TO TpUMEHEHUE OPUTAHCKUX OMOXMMHYECKHX KPUTEPHUEB BO3MOKHO
st noctaHoBku auarHo3a CI'XC 'y  pOJICTBEHHMKOB TMallMEHTa C 3TUM
3a00JIeBaHUEM (xackaHbIN dbenoTUnMYEeCKuit CKPUHUHT). Onu
MIPOJIEMOHCTPUPOBATIM BBICOKYIO YYBCTBUTEIBHOCTh (93%) u cnenuduaHocTh
(82%) B OTHOLIIEHUU POCCUNUCKON MOMYJISIIUU.

Pazmuuns KIMHWUYECKUX, AaHAMHECTHYECKUX U J1aOOpaTOpPHBIX IMPU3HAKOB
reTepo3urotHoii 1 romo3urotHor ¢opm CI'XC npuBenensl B mabauye 4. Jta
muddepeHnranysi UMEET HEMaJIOBaXHOE 3HAYEHUE IIPU BHIOOPE TAKTHKU U
CTpaTeru Je4eHus, T. K. TOMO3UroTHass Qopma 3a00JeBaHMS TOPA3A0 XyXKe
MOJ1JIa€TCA HEMEIMKaMEHTO3HOM U JIEKAPCTBEHHOW TEparui.

I'enernyeckuil CKPUHUHT

JHK-auarsoctuka mMpoBOAUTCS C I1EIbI0 HACHTU(UKAIMK MyTalldd TEHOB,
oTBeTCTBEHHBIX 3a pa3Buthe CI'XC. YcTaHOBIEHBI MyTAIlUU TPEX F€HOB, KOTOPHIE
BBI3BIBAIOT 3TO 3a00JIEBAHUE:

» ren JITTHII-penieniropa (LDLR);

* ren anoB-100 (APOB);

* red ¢epmenta PSCKO.

Tabimua 4. Paznuyusa KIMHMYECKHMX, AaHAMHECTHMYECKHMX M JIa00paTOPHBIX
NPU3HAKOB reTepo3uroTHon 7| rOMO3UIOTHOM ceMeHOM

rUINepxoJiecTepUHEeMHHU

IIpuznaku I'erepo3urornas I'omo3urornas

Ilebror UBC * B 3040 ner. * Bo3smoxHa B 5—10 5ieT, HO yaiie BO
* ¥V myxuuH B Bo3pacte 30— | BTOpo#l Aekajie *Ku3Hu. be3 nedueHus
59 netr UbC pa3zBuBaercs nanueHTsl norudarot B 30—40 rner.
qale, 4eM y KeHIIMH, H Ha | * Y 60% penenTtopHO-HEraTHBHbIX

9-10 net panblie romo3urot UbC pa3BuBaercs B




Bo3pacte 10 10 e, y penentopHo-
nepunutHbIx — nociue 10 ner. 26%
pPELENTOPHO-HETaTUBHBIX JIULl YMUPAIOT
B BO3pacTe A0 25 JeT, Toraa Kak
aHAJIOTMYHBIN TOKA3aTelNb IS
pEeUEnTOPHO-AEPUIIUTHBIX TOMO3UTOT
paBeH 4%.

* Kpome UBC, BbIABISAIOTCS
aTepOCKIIEPO3 KOPHSI A0PTHI,
aTepoMaTo3 CTBOPOK a0PTaIbHOTO

KJlaIlaHa € Pa3BUTHCM €TI0 CTCHO3a

Yposenr OXC 7,514 mmone/n 15-26 MmMoB/1
Yposens TT' OOBIYHO HE MPEBBIIAET He npeBsbimaer HOpMy
HOPMY, HO B OTJEJIbHBIX
ClTy4asiX MOXeT ObITh
nositieH (I1a tun
CEMEWHOU
TUTIEPJIUNONPOTEUHEMUH,
COITYTCTBYIOIIMHM CaxapHbIN
IuadeT U/Wii 0)KUPEHUE)
VYposens JIIIBII | HopmanbHblii ninn YacTto CHU>KEHHBIN
CHM)KEHHBIN
XapaKkTepHbIE PasrubarennHbie PazrubarenbHble TOBEPXHOCTH MSICTHO-
Y4aCTKHU/30HbI CYXOXUJIS Ha 00paTHOM (dhanaHroBbIX, JTIOKTEBBIX, KOJIEHHBIX
PACIOJIOKEHUSI | CTOPOHE PYK U JIOKTEH, CyCTaBOB
TyOEepO3HBIX AXUJIJIECOBBI CYXOXKUIIHS,
KCaHTOM MECTa MPUKPEIUICHUS

KOJICHHBIX CYXOXXUJIMU K
Oyrpucroit

00mBITIE0EePIIOBOI KOCTH




Hpyrue YToneHne axuiuioBbIX YTOJNIEHNE aXUIUTOBBIX CYXO0KHUIIUAM,

(EeHOTUNINYECKHUE | CYXOXKIINUHN, JIUTTONTHAS JIMTIOWTHAS Tyra POTOBUIbI, KOKHbBIE

PU3HAKU ZyTra pOTOBUIIBI, KCaHTOMBI, KaK MPABUJIO, INIOCKUE WU
KCaHTEJIa3Mbl Oyropuatsie

Apyroe

— » Hannuue BhIIenepeyncieHHbIX
MPU3HAKOB B PAa3INYHON CTETICHH Y
ponuTeneit u OavKanImmx
POJICTBEHHUKOB OOJIBHOTO.

* Tepanus craTuHAMU, KaK MPaBUIIO,

Mano3dexTrBHa

JIHK-Tect umeeT o4eHb BBICOKYIO UYBCTBUTENBHOCTH (90-99,5%), HO He Bcerna
JlaeT TOJIOKUTENIbHBIN oTBeT. Kpome Toro, mnoJsoxutenbHbii Tect JIHK-
JTUArHOCTUKM He Bceraa noaTeepxkaaet CI'XC.

['eHeTYECKUIT CKPUHMHT MOKET HE MCIIOJb30BAaThCA B PYTMHHOM KIMHUYECKOU
MPaKTUKE, OJHAKO BBISBICHUE KOHKPETHOW TE€HHOW MYTallMu CYIIECTBEHHO
obOjier4yaeT TMOCTAaHOBKY aAuarHo3a. OTpuIaTelbHBIA TEHETUYECKHUH TeCcT He
1o3BoJsieT MoJHOCThIO uckimounTh CI'XC, T. kK. mpumepHo y 20% 3THX O0IBHBIX
MyTaluu BbIIBUTH HE yaaercs. [lo pesynpraram narckoro uccienoanus, y 40%
MaIMEHTOB ¢ onpeaeneHHbIM quarno3oM CI'XC He ynaioch HaAlTH MyTallMy T€Ha,
BEPOSITHO, M3-3a OOJBIIOTO 4YHWCIAa MYTalldid, OMNPEIESIONIMX pa3BUTHE
3a00J1eBaHUSI.

KackaaHblii CKpUHHUHT

DTOT METOJl MPEJACTaBJISIET COOOW MOATANMHYI HIACHTU(PUKAIMIO MAIMEHTOB C
CI'XC cpenaun uneHOB ceMbu TpoOaHia, T. €. MEPBOTO JIUIA B CEMbE, KOTOPOMY
MOCTABJIEH BEPOSATHBIM WM omnpeaeneHHbii auarHo3 CI'XC. B kackaaHblil
CKPUHUHI TOATAlHO BOBJEKAIOTCS pOACTBEeHHUKM 1-i, 3aTteM 2-H, 3-il creneHu
poactBa. Ilo mepe BbIsiBieHHS HOBBIX maieHTOB ¢ CI'XC uX pOJCTBEHHHUKHU
TaKXKe JTOJKHBI 00CIe10BAThCH.

KackagHplii CKpUHUHT TO3BOJISIET HA paHHEM, JOKJIMHUYECKOM 3Tarle BbISABIISATH

narueHToB ¢ CI'XC, TpoBOAUTHL CBOEBPEMEHHBIE  MPO(PIIAKTHIECKUE




MEPOMPUITHS, KOPPEKTUPOBAaTh (PAKTOPBI CEPIEYHO-COCYAUCTOrO pHUCKA U
BOBpEMsSI HAa3HayaTh IIATOTCHETHYECKYIO AaJEKBATHYI) THIIOIUIINUIEMHYECKYIO
TEPaIuIO ¢ LENbI0 IPEAOTBPALICHUS PA3BUTHS COCYAUCTBIX OCIOKHEHUN.
Bo3MoHBI J1Be CTpaTeruu KacKaJHOTO CKPUHHMHTA POJCTBEHHHKOB IMpoOaHa.
['eHETMYECKUI KaCKaJHBIM CKPUHUHI MOAPAa3yMEBAET IPOBEACHUE MOJIEKYJIIPHO-
reHeTUYeCKoro oobcnenoBaHuss y npodOanna. Ilpu BeIIBIEHHHM y  HEro
NaTOJIOTMYECKOTO0 BAPUAHTA 3aUHTEPECOBAHHBIX F€HOB MPOBOAUTCA 00CIEA0OBaHHUE
POICTBEHHUKOB Ha HX Hanuuue. [Ipy MOATBEpKIEHWM HaIUM4Msl HaTOTE€HHBIX
MyTalMil poACTBEHHUKaM npobanaa craButcs auarno3 CI'XC, naxe eciau ypoBeHb
XC JIIHII y Hux HWKE XapakTepHBIX JUArHOCTUYECKUX 3HAYCHHM.
DEHOTUIINYECKUN KACKAaJHbIM CKPUHUHI. IIpU OTPULATEIBHOM pPE3yibTaTe
T€HETUYECKOT0 TECTUPOBAHUS MPOOAHAA WIM IPH OTCYTCTBUHM BO3MOXHOCTH €rO
OpoBeJeHUs y Ommkalmux poAacTBeHHUKOB juarHoctuky CI'XC 'y ero
OV KaMIIMX POJICTBEHHUKOB CJIENYET MPOBOJUTh HA OCHOBAHUU XAPAKTEPHBIX JJIS
poccuiickoii nomyisanuu ypoBHer XC JIIIHII B mmasMe KpoBU € y4yeToM IOJia U
BO3pacTa 00cae1yeMoro, OpUueHTUPYSICh Ha OPUTAHCKHE KPUTEPUH.

Jleuenue

[Tarmentsl ¢ CI'XC, BkIto4asi JeTe M UX 3aKOHHBIX MPEICTaBUTENCH, JOJKHBI
ObITh MPOUH(POPMHUPOBAHBI, YTO OHU HAXOASTCS B IPYIIE BBICOKOTO WJIM OYEHb
BBICOKOT'O pUCKa Pa3BUTHS CEPACUHO-COCYAUCTBIX OCIOKHEHUU, 00YCIOBIEHHBIX
aTEPOCKIIEPO3OM.

Y Oombabix CI'XC st TpOTHO3UPOBAHMS  CEPACYHO-COCYAUCTBIX PHUCKOB
HEITPUEMJIEMBI tpaguunonssie mkaisl, Takue kak SCORE.

[Ipu BeBaeHUU CI'XC HEOOXOMWMBI paHHEE, IMOXKU3HEHHOE KOMILIEKCHOE
NAaTOT€HETUYECKOE JICUeHHEe M AMHAMUYHBIA BpaueOHBIM KOHTpOJb. JliurenpHas
JIeKapCTBEHHAs Teparnus MO3BOJISIET OTOABUHYTH Bpemsi MaHudectauuu UBC u ee
OCJIOKHEHHUM.

[MTammentet ¢ CI'XC 1omkHBI  peryjsipHO HaOMOAaTbCd Yy Kapauosora.
['mmomunuaemuyeckas tepanus CI'X y nereid TOJKHA Ha3HAYaThCS COBMECTHO C

NneauaTpOM-JIUIINI0JI0TOM.



HemennkamMeHTO3HOE JIeYeHHE

[Tpu CI'XC tpebyeTtcst koppekius GakTopoB pucka u o0pa3a >KU3HH:

* OTKa3 OT KypeHHUs, T. K. TabayHbli AbIM JaXKe IMPU IMACCUBHOM BJIbIXaHUU
CYIIECTBEHHO YXYAIIACT Ba3OAMIATHPYIONIYIO (GYHKIHUIO JHAOTEIHS; B PAIe
cliy4aeB g OOJIeTYeHHMs] OTKa3za OT Tabaka MOXET OBITh PEKOMEHJ0BaHa
MEJMKaMEHTO3Has Teparivs, Harpumep OyIpoIroH;

* KOHTPOJIb TMoKazarened AJ[ M CBOEBPEMEHHOE MEIMKAMEHTO3HOE JICUCHHE
apTepUAIIbHON TUIIEPTEH3UY;

* CHIDKCHHE MHAECKCA MacChl TeJIa J0 3HaUeHUH < 25 KI“/MZ;

* Jo03upoBaHHas (¢u3Myeckas Harpy3ka (exeaHeBHO okoyio 30 MHUHYT) MOJ
koHtponem HCC u A/l.

Heo0xoanMo coOmroaeHne TUeTHL:

* cyrouHoe notpedaeHue xupa < 30% oT o011ero Kajopaxa MuIlly;

* J10JIS1 HACHIIIIEHHBIX KUPOB B panrone < 10%;

* notpebienue XC nuiu < 300 mr/neHn;

* HACBILICHHBIE JKUPBl  CIEAYET 3aMEHSITh MOHOHEHACBHIINIEHHBIMU U
MOJIMHEHACHIIIIEHHBIMU (OMera-3,0Mera-6) >kupaMmu U MacjaaMu;

* 6ompHBIM ¢ oATBepxkaeHHON CI'XC cnemyer chenats > 5 nopiuil PpyKkToB WK
OBOIIEH B CYTKU («IIPABUJIO MATH MOPIHMID), OAHA MOPIMS MOXKET BKIIOYATh: 1
s0JI0KO, amneilbCUH, TPyIy Wiu O0aHaH; | OOJBIION JTOMTHUK JIbIHU WM aHaHaca, 2
KUBU WM 2 CHUBBI, 2-3 CT. J. CBEXEHMPUTOTOBJICHHOTO cajara WId
KOHCEpBUPOBaHHBIX (pykToB; 1 cT. 1. cyxodpykroB; 2 cr. 1. Omrona,
MPUTOTOBJICHHOTO U3 CBEKE3aMOPOKEHHBIX OBOIIECH WU (PPYKTOB;

* B pallioH HEOOXOJUMO BKJIIOUATh > 2 TOPLMNA PHIOBI B HEICIIO, OJHA MOPIIHS
JIOJIKHA OBITh TPUTOTOBJICHA U3 )KUPHOM PHIOBI.

[Tariuentam ¢ CI'XC HE pexoMeHmoBaH mpueM MUILIEBHIX T0OABOK, COAEPIKAMINX
oMmera-3 TOJIMHEHACHIIICHHBIC >KUPHBIE KHUCIOTHI, 32 HUCKIIOUYCHHEM OOJBHBIX,
KOTOpBIE MepeHecn HHGaApKT MUOKapa.

dapmakoTepanus

[Henmn meaukamenTo3Hou Tepanun CI'XC:



* npu Hammuun UWBC, caxapHoro nuadera, aTepoCKIEPOTUYECKOTO IMOPAKEHHUS
OpaxuonedanbHbIX WIH nepudepudecKux apTepui (HasIume
aTepOCKIIEPOTUUECKUX OJISAIEK CO CTEHO30M 5% U 0oJee) — JOCTUKEHUE YPOBHS
XC JIITHIT < 1,8 MMouns/11;

* B OTCYTCTBHUE NEPEUNCICHHBIX 3a00ieBannii — aoctmwxenue ypoHs XC JIITHII
< 2,6 MMOJIB/IL.

Jns B3pocnbix narueHToB ¢ CI'XC crapToBOE J€UEHHE 3aKII0YaeTCsl B MpUEME
MaKCUMAaJIbHBIX TEPaNneBTUUYECKUX 103 cTaTuHOB (umHruOutopo I'MI-KoA-
penykrassl): posyBactatuHa (40 mr/ cyt.) wiu atopactatuHa (80 mr/ cyT.).
Jlumam crapme 18 gner ¢ rereposurorHort CI'XC mnpu HeZoCTaTOYHOMN
7 (HEKTUBHOCTH CTATUHOB B MaKCUMAJIBHO MEPEHOCUMBIX J03aX JIJIsi JOCTUKEHUS
pekoMeHnoBaHHOTO 1eneBoro ypoBHs XC JIIIHII ponosHUTENbHO IOMKHBI
Ha3HA4aTbCsl UHTUOUTOP abcopOIMu xosiectepuHa 33eTumMu6 (10 mr/ cyt.) w/unu
MOHOKJIOHAJIbHOE TeJo 3BOIOKyMal (140 Mr moakoXHO Kaxkble 2 Henenu uiu 420
Mr 1 pa3 B Mecr).

JKeHmuHbI penpoIyKTUBHOTO BO3pacTa BO BpEMsl JICUEHUS JOJIKHBI MOJIb30BATHCS
aJIeKBaTHBIMU METOJaMHU KOHTpauenuuu. B ciayyae nnaHupyemon OepeMeHHOCTH
HEOOXOJMMO TPOKOHCYIBTUPOBATh U MPOUHCTPYKTUPOBATH HX TIO OTMEHE
TUNOJIMIUAEMUYECKON Tepanuu HE MO3JHEeEe 4YeM 3a 4 HeAeNH 10 MPEKPAIICHUS
MPEJOXPAHCHUS; TUIOJUIIUIEMUUECKHE TMpenapaTbl HE JIODKHBI MPUHUMATHCS
BILUIOTh JI0 OKOHYAHWHU TPYJHOrO0 BCKapMIIMBaHUs. B cilyyae He3amiaHUpOBaHHOMU
oepemenHoctu xeHmmHa ¢ CXI'C fgomKHA NOPEeKpaTUTh MpUEM  JIFOOBIX
TUTIOJIMITUAEMUYECKUX MPENapaToB U MPOKOHCYIHTUPOBATHCS CO CBOUM JICUalTUM
BpauoM TI0 JajibHEWIIeMy TMpUEeMYy JpYyrux JEKAPCTBEHHBIX CPEICTB, HE
OTHOCSIIIINXCS K CTaTUHAM.

C yd4eToM HEraTMBHOTO BJIMSHUS CTATUHOB Ha (PEPTWIbHYIO (QYHKIUIO y MYXYHH
UM, COTJIACHO pAY MNWJIOTHBIX KIMHUYECKHX HCCIEAOBAaHUN, PEKOMEH0BAHO
BO3JIEPKAThCS OT MTpUEMa CTATUHOB Ha MEPUO/ INIAHUPYEMOTO 3a4aTHhs.

JIITHII-a¢epe3



[lanpeHtam, y KOTOpBIX Iocie 6 MecslueB MaKCHUMAaJIbHO BO3MOYKHOU
KOMOWHUPOBAaHHOW  THUIOJUIUACMHUYECKOW  Tepamuu (C  MCIOJIb30BaHUEM
MaKCUMaJIbHBIX JI03 CTAaTMHOB), HE IOCTUTHYT LeneBoi ypoBenb XC JIITHII,
PEKOMEHJIOBAaHO JKcTpakopnopanbHoe ynanenue JIIIHII w3 mmasmel kpoBu
(JITIITH-adepe3) B COOTBETCTBUU CO CJICIYIOIIUMH MTOKa3aHUSIMMU:

* romo3urotHas CI'XC c yposuem XC JIITHIIT > 7,8 mmounb/i;

* rereposuroTHass CXI'C ¢ yposaewm JIITHIT > 7,8 MMonb/m + 1 mONOHATETHHBIHN
(bakTop cepIeYHO-COCYIUCTOTO PUCKA;

* rerepo3urotHas CI'XC c yposaem JIITHII > 5,2 mmounb/n +2 ¢akTopa pucka;

* YpOBEHb JumnomnpoTeuaa (o) > 50 mr/mi:

* rerepo3urotHast CI'XC c yposuem JIITHII > 4,1 MMonb/1 y maliueHTOB U3 TPYIII
OYEHb BBICOKOTO CEpJIeUHO-coCyaucToro pucka (¢ BepuduuupoBannoir WBC,
caxapHbIM 11a0eTOM WIH JIPYTUMU KapIUOBACKYJISIPHBIMU 3a00JI€BAaHUSIMH );
 rerepo3urotHas CI'’XC mpu OTMEHE TUIOJIUIUIEMHYECKON TEpanmuu B CBSI3U C
OEpEMEHHOCTBIO MPU BEICOKOM PUCKE CEPIECYHO-COCYIUCTBIX OCIOKHEHUN.
Oco0eHHOCTH JIeYeHHs] TOMO3UTOTHOM CeMeiHOM runepxoJiecTepuHeMHun
Jleuenne nuu, crpagatoumx romo3urotHo ¢Gopmoit I'XC, npencrasuser
CIIO)KHYIO TEpareBTUYECKYI0 MPOOJIeMy, MOCKOJIbKY, KaK YK€ OTMEYanioch (CM.
mabn. 4) JeKapCTBEHHBIE TMpernapaThl M B OTOM Ciy4yae, Kak IpaBuio,
Man03(pPEeKTUBHBI.

«3070TbIM cTaHAapTOM» JedeHus roMo3urotHod CI'XC ciyXuT mporpaMMHbIN
(perymspusiii) JIITHIT-adepe3 B codyeTanuu ¢ Tepanuer cTaTUHAMHU HadyuHAs C
paHHEro Bo3pacTa.

bonapabiM ToMo3urotHorr CI'XC crapmie 12 J€T AOMONHHUTETHHO MOXKET OBITh
Ha3HaueH »sBamokymad (420 mr mnoakoxkHo 1 pa3 B wmecsan). Ilanuentawm,
HaxosmuMces Ha nporpammaom JITITTH-adepese, 310 nekapcTBEHHOE CPECTBO
MOXXHO Ha3Ha4aTh B 03¢ 140 Mr kxaxkapie 2 HEJCIH B COOTBETCTBUHU C TPaPUKOM
adepesa. Jlumam crapmie 18 jeT k Tepanuu MOXKeT ObITh J00aBiaeH 3eTuMud (10

MT/CYT).



XoTs mnepedrciieHHble npoueaypbl npu romo3urotHod CI'XC u  cHMXaroT
CKOPOCTb  pa3BUTUS  AOPTOKOPOHAPHOIO  aTEPOCKIEpO3a,  MO-TPEKHEMY
COXpaHsieTCsT HEOOXOAMMOCTh B UIYHTHUPOBAHWU KOPOHAPHBIX apTepuil Yy
NAlMEHTOB MPU CTEHO3UPYIOIIEM MPOLECCE UM B 3aMEHE AOpPTaJIbHOIO KJIAIlaHa,
€CJIM B HEM Pa3BUBAETCA CUIIbHBIN PUOPO3.

IlepuoguuHocTh HAO/IIOAEHUSA

boneubie CI'XC B mepuoj moadopa Tepanuu AOJKHBI HAOMIOJAThCsl y Bpadya B
TEYEHHUE MEepBOro noiayroaus 1 pa3z B 2 mecsia ¢ MOCIEaYIOIeM ¢ HHTepBaJioM |
pa3 B 3—6 MecsueB B 3aBUCUMOCTH OT TOrO, HAaCKOJBKO aJ€KBATHO YJAETCs
KOHTPOJIMPOBATh YPOBHU JIMITUOB.

[Io mepe TOro, Kak COCTOSHME TMallMEHTa W €ro JHUOWAHBIA Tpoduib
CTAOMIM3UPYIOTCS, €r0 MOXKHO TMPUIJIANIATh B MOJUKIMHUKY | pa3 B MOJTOJA.
BaxHBIM acreKToM Takoro HaOJ0IEHUS SIBIISIETCS OLICHKa poduiist 0€301MacHOCTH
MIPOBOJIUMOM Teparvu, KOTOpas YYUTHIBAET YPOBHU NMEYCHOUYHBIX (DEPMEHTOB —
ACT, AJIT u mbimeunsix ¢pepMmenToB (KOK). boasHOMYy Takke peKOMEHIyeTcs
HEMEJICHHO CcooO0mmaTh Bpady 000 BCEX HEOOBIYHBIX H3MEHEHUSX B CBOEM
COCTOSIHUM, B YACTHOCTU O HEMOTHBUPOBAHHOM MBIIIEUHON ciaboCTH, OOJAX B
MBIIIIAX, TMOTeMHEHUH I1BeTa Mouu. CoOnroJeHne HSTUX TPaBUI TTOMOXKET
n30ekKaTh CEPhE3HBIX MOOOYHBIX PHEKTOB (MUOTIATUH, PAOIOMHUOIN3A), KOTOPHIC

BO3MOKHBI ITPHU TPUCME BBICOKHUX 103 CTATUHOB.
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