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3HayeHne HacneaCTBEHHOCTU B pPaHHeM Pa3sBUTUU CephedYHO-COCYAUCTbIX 3aboneBaHun (CC3) xopoluo
MU3BECTHO NPaKTUKYOLWMM BpadyaM. B PekomeHpauusax EBponeckux Hay4HbIX ooLwecTs, Bepcus IY 3HauntenbHoe
BHUMAaHue yAereHO HacleACcTBEHHbIM ¢hakTopaMm, CrOCOOCTBYOLWMM pa3BUTUIO U MporpeccupoBaHuio CC3.

I'Ipe,qnaraeM Bal.uemy BHUMaHUIKO repeBoa rJiaBbl,

nocBsILLeHHOU paccMoTpeHuro HacnegcTBeHHOM

npeapacrionoXXeHHOCTU K pa3BUTUIO cepae4dHoO-cocyancTbixX 3aboneBaHui (C COKpaLLleHMﬂMM).

VIIECTBYIOT TPHU MCTOYHUKA TOJYICHHUS NH(OOPMAIIT
‘ 0 HACJICJICTBEHHOW MPEeIPACIIONOKEHHOCTH MalnenTa
K CePAEYHO-COCYAUCTBIM 3260JI€BAHUSIM:

e ceMelHbIIl aHaMHe3

e ocobenrocTH (heroruma

® 0COGEHHOCTH T€HOTHIIA

Wudopmarnusi, mosydeHHas Jo0bIM 13 HA3BAHHBIX CIIOCO-

60B MOKeT ObITb T0JIe3HA Ui UAEHTH(OUKAIUY [TAlUEHTOB
¢ BBICOKNM Hacse/IcTBeHHBIM prickoM passutus VBC. Taxne
MAIMEHTHI TOJUKHBI OBITH TOABEPTHYTHI GoJiee paHHEMY WJIN
GoJiee arpecCHBHOMY TEPAIEBTHYECKOMY BMEIIATENbCTBY JIJIsI
CHUKeHUsT MOIbUIIIPYyeMbIX (DAaKTOPOB PUCKA CEPAEIHO-CO-
cymucThix 3aboneBanmii. Couetantast nHbOpMaIms o GeHoTH-
Tie ¥ TEHOTHIE 0COOEHHO BasKHA TIPH BHIOOPE TEPATINHL.

CeMelHbI aHaMHe3
Basknocts cemeitrnoro anamuesa kak pakropa pucka (DOP) cep-
Jedro-cocyauctoix sabosesanuit (CC3) omnpegeneHa B He-

" TlepeBox 1 penakius mpod. Teoporosoit M.T.

CKOJIBKUX HccaenoBanmax. CeMelHbIT aHAMHe3 TaKKe BKJIO-
yen B kauecTBe DP B HEKOTOPBIX cHCTEMAX JIJIsI PACUETa PHCKA
CC3, nanmpumep, PROCAM.

BesmunHa prcka, acCoOnMMPOBAHHOTO C PAHHNM Pa3BUTHEM
UBC B cembe (0061400 onpegesisiercs npu nammunu CC3 uiu
NBC y poacrBennnkos 1 crerenu pojacTBa: My KUt < 33 J€T,
JKEHIMH < 65 JIeT) sIBJISCTCS HE3aBUCUMBIM OT KJIACCHUYCCKUX
(paxropom pucka NBC, Britouyast yposenb xosiectepuna (XC),
TUIIEPTOHMIO, MACcCy TesIa U p. XOTSA B HEKOTOPBIX NCCJIe/I0BA-
HUSX OOHAPY/KEHO, YTO PUCK BBIMIE MPH YCIOBUHM HATMUNS
VBC y pojicTBeHHUKOB MPOoOAHAA 10 JKEHCKOI JINHUH, He BCe
MCCJIE/IOBAHNST 3TO MOJTBEPIK/IAIOT.

Puck MBC y npobanjia yBeImunBaeTcst Py yCIOBUM:

e IBC BrIsBICHA y PO/ICTBEHHNKA 1 CTemeHn poaCTBa,
e VIBC BbIsIBIIEHA Y HECKOJIBKIX POJICTBEHHNKOB,
e 1BC BbIsiBiieHA Y MOJIOZIBIX POJICTBEHHUKOB.

Pexomengamuu. Cxpunuar OP gomken ObiTh mpoBeneH
y POICTBEHHUKOB JTI0O0T0 marienTa mpu passutiu UBC B Bos-
pacre y My)xunt < 55 Jiet, xeHiun < 63 jer. CeMelHbIil aHaM-
ne3 paunero passutus BC possken ObITh IPUHAT BO BHUMAHUE
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npu otetke pricka pazsutusi IBC y 310poBoro HHANBUIYYMA,
BKJIIOUast IeTalibHyio Gecely o 3abosieBanusx poaurenei. Yie-
HaM ceMell, B KOTOPBIX BbigBIeHo Hakominenne IBC, nomxabt
OBITH TPEJIOKEHBI COBEThI 00 M3MEHEHUN CTUJIS KU3HU WJIH,
ec/im HeoOXOANMO, MEJMKAMEHTO3HOE BO3/IEHCTBUE Ha MOJM-
cdurupyembie OP.

deHoTUN

W3BectHO, uTo Matodusmnosnorns CC3 xapakTepusyeTcs KOM-
GUHAIIMEH OCTPBIX TIPOSIBJIECHUN (PaspbiB aTEPOCKIEPOTHIEC-
KON Oasuiky, TpoMO03, BA3OKOHCTPUKIINST), PA3BUBAIOIIIXCS
BCJIE/ICTBHE XPOHMYECKUX TTPOTIECCOB (ANCANTHICMUS, THTIEP-
TOHUS, TUCHYHKIIS SHAOTENNS, THAbeT, THIepPTPOhUS cepaa
U COCYJIOB, aTepockiepo3). VccienoBanusi reHeTUUeCKuX Jie-
TEPMUHAHT, OTIPEIETSIONNX ITH «(EHOTUTIBI», IMeET GOJTBINOE
3HaYEHME B KJIWHWUKE, KK 13 (DEHOTUTIOB MMeeT COGCTBEH-
HBIE TEHETUYECKIE WU CPE/IOBbIE IETePMIUHAHTHI.

[l muorux u3 aTux axTopoB (HeHOTUIIOB) yCTaHOBIEHA
3HAYNUTEJIbHAS 9aCTh TeHETHMYEeCKOH COCTaBIAIONIEeH B ompesie-
JIeHre YPOBHSI, OOBIYHO Ha3biBaeMoil «Hacaemxyemocth» (heri-
tability).

Jlist ypOBHSI alIONPOTEUHOB U JIMIIU/IOB HACJIEYEMOCTD CO-
craBiisieT 40—60%. ITo 03HAYAET, YTO IPUMEPHO MOJIOBHHA Me-
KUHIVBUIYATbHOM BapnabebHOCTH HA3BAHHLIX MOKa3aTemel
orpeziesisieTcs reHeTnueck. 11 HeKOTOPBIX TIPE/IIToIaraeMbIX
®P — unrepaeiikun 6 (IL6), pochonunasza A, (PL A,), BHyT-
pukiertognsie Mojsekyanl aaresun (ICAM) macremyemocTs
3HAYUTETHLHO MEHbINE, XOTSI UMEOTCS TaHHbIe 00 yMePeHHO
W BBICOKOI HaciemyeMocti. Hawmbosiee BBICOKasi Hacyexpye-
moctb y JIIT (a) — > 90%. Ilockosbky MeTa-aHAIN3 TTOKA3aT,
gTo yposens JIIT (a) B BepxHeM TepTuie acCOMMPOBAH C yBe-
mmuennieM prucka IBC B 1,6 pasa, Ten (a) Ha3BaH caMbIM MOTII-
HBIM HacJieZicTBeHHBIM dakTopoMm UBC.

FeHoTUN

MyTanuu onpeieseHHbIX TeHOB MOTYT ObITh B umcje (haKTo-
posB, mpegpactosaraonux K pazsuruio UbC. Oyukimonasb-
HbLI MOIMMOP(U3M TeHa JOCTATOYHO 00bIYEH 1, €CJIU OH 3aTpa-
TUBAET PETYJIAIUIO U KOJUPOBAHNE YUACTKA TEHOB, TO MOXKET
UMeTh HeNTpasbHble, TOJe3Hble WM BPEIHbIe TOCTENCTBUSL.
lenetmueckuii mosuMopdu3M orpenersdeTcs Kak BapuUaHT
[OC/IEI0BATEIBHOCTH, BCTPEYaIOmuiicss ¢ 4acTtoToil 6onee 1%,
BKJTIOYAS €IMHUIHBIE TOJUMOPGU3MBI HYKJIEOTH/IOB, a TAKKe
MHCePITHTo WK fesieriio. B 1ietom yposens prucka UBC naxo-
JIATCST TIOZl BJIUSTHUEM KaK CPEIOBBIX, TaK U HACJEICTBEHHBIX
(axropos.

B mmorouncienubix uccienoBanusx 1mo usydenuio DOP
NBC paccmoTpero GOJIbIIOe KOJMYECTBO <«T€HOB-KaHAUIa-
ToB». OfHa 13 MPo6IEM, OTMEUAEMBIX TIPU aHAI3e TAKUX WC-
CJIeIOBAHUII — BbISIBJIEHHbBIE T€HbI, OIPENEJISIONNe BbICOKUN

puck VIBC, yacTo acconumpoBaHbl ¢ €ANHUYHBIM IOJIIMOP-
(bu3MOM, COOTBETCTBEHHO, IMOJYYEHHbIE JAHHbIE HE HAXOMST
MOATBEP:KIEHUS B TIOCJETYTONINX NCCIETIOBAHUSIX WU TTPH BbI-
MOJTHEHWN MeTa-aHaan3a.

[IpumeneHMe MeTa-aHAIN3a JJIsT BBISIBJICHUS CTATUCTHYEC-
KOl 3HAYMMOCTHU BJIUSIHUSI HECKOJBKUX BAPUAHTOB '€HOB, KO-
JMPYIOMUE IMMUAHBIT 0OMeH — anosunonporend (amno) E, amno
B, ymmonporenaimnasa (JIILJT), Gesok, eperocsiuii ahups
xonecrepuna (BIIOXC), pakTops! cBepThIBaHMS — HHTHOUTOP
akTuBaTopa nuasMuHorenal, raukonporent I1bIIla, hakropV
1 (hepMEHTBI, BIUSIONTIE HA PA3INIHbIE ACTIEKTHI AUCHYHKIINN
9HIOTEN — dHAOTeINATbHASA CUHTa3a okcnza asota (eNos),
metusenterparuapodonarpenykraza (MTHEFR), anruoren-
3un npespaiaomuit hpepment (AIID, ACE) noszsosusio ycra-
HOBWTbH, YTO MHOTHE U3 Ha3BAHHBIX T€HOB aCCOTMUPOBAHBI CO
CTaTUCTUIECKU 3HAUYNMBIM, OJIHAKO BeChbMa YMEPEHHBIM BJISI-
nueM Ha puck CC3. Hampumep, msodopmer aro E, okaszbiBaro-
1K€ 3HAUUTEIbHOE BJAMSHIE Ha TOKA3aTeln JUITUIHOTO 0OMe-
HA, TPUBOJIAT K TIOJIOKUTETLHOMY W OTPUIIATETBHOMY BIUSHUIO
Ha PUCK, onpezerisist 5—8% pucka IBC B momynsmum.

[Mosmmopdusm ATTD BeposiTHO sTBJISIETCSt HAMOOJTEE AKTUBHO
U3y4aeMbIM B UCCJIEOBAHUSX JOKIMHIYECKUX TIPOSIBICHUIT 3a-
GoJIeBaHMII C JIUIL ¢ Pa3HBIMU (PEHOTHIIAMM, @ TAKKE B XOJI€ KJIU-
HUYECKUX UCCIIeI0BaHMI ¢ 3alaHHON «KOHEUHOH Toukoil». [Tosa-
TafoT, YTO BA)KHOCTD HTOTO MOTUMOPGU3MA 3aKITI0UAETCS B TOM,
YTO OH SIBJISIETCSI MOJYJIITOPOM OTBETa Cep/iia Ipu (pr3MIecKux
TPEHMPOBKAX, MPOIlecce PECTEHO3a MOCHe aHTUOTIIACTUKH, BOC-
CTaHOBJIEHNN (QYHKITNH cep/iria mocae VIM nan y Xupyprudeckux
MAIIEHTOB TIOCTIe 3aCTOMHON Cep/IeYHOl HeI0CTaTOUHOCTH, Pa3-
BUTHU JA0ETHIECKOH PETHHONIATHHI WA HeDPOTIaTHH.

[Tpu pasubix renorunax BII9XC n amxoroabaernporeHassl
MEHSETCS B3aMIMOCBSI3b MEKY TIPHEMOM aJTKOTONIS W YPOBHEM
XC snmnonpotenioB Bbicokoii totHocTu (JIITBIT). Bapuant
aMHHOKuUcJI0THOTO coctasa Gesika MTHEFR, BoIsbiBatonuii He-
CTabMIIBHOCTD (hepMEHTa, BIIUSET Ha CBsI3b MEXK/Y 3aXBaTOM (ho-
JlaTa ¥ YPOBHEM TOMOIIMCTENHA B KpoBu. Hasmare Ha3BaHHBIX
B3aMMOCBsI3ell HEOOXOAMMO TTPOBEPUTDH B KPYITHBIX HCCJAEN0BA-
Husx o npeaynpeskaenuio UBC nocpenctsom niaentuduka-
1MW OTBETA TAIIMEHTOB C PA3HBIMKU T€HOTUTIAMU HA BPEJIHbIE
WJTY HATIPOTUB TI0JIe3HbIE (HATIPIMep, MeIKaMeHTHI ) (GaKkTopHI.

AHK-TecTbl

[locTymHble aJTOPUTMBI UMEIOT OYeHb HU3KYIO MpecKasa-
TEJIbHYIO POJIb. lIO6aBJIeHI/Ie TEHETUYECKNX MapKEPOB K KJjlacC-
CNYECKUM (baKTOpaM PUCKa ITOKa He IPe/ICTaBJIAETCA MHOI'O-
00eNaIoMUM 11 KIMHUYECKOTO MCIIOJIb30BAHUI. XOTS pu
I/IHI[I/IBI/I,Z[yaJIbHOM 1oaxozae, HpI/I ‘-I&CTOﬁ BCTpe‘-IaeMOCTI/I onpe-
JICJICHHBIX TE€HOTHUIIOB, UX KOM6I/IH8_I_[I/II/I MOTyT MMETb 3HA4M-
TEJbHYIO TPEACKA3aTE/IbHYIO CUJTY, IaKe €CJAU BJIUAHNE HEKOE-

ro reHoTuIa Ha (hOpMUPOBAHIE PUCKA YMEPEHHOE.
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Pexomenpanuu. B nacrosiee Bpemsa pobasienue JJHK-
tecToB K Kiaaccuyeckum DP He 1o3BoJsieT CyIeCTBEHHO yBe-
JIMYNTH MATHOCTUYECKYIO 3HAYMMOCTD JIS JIMI B 00Imen mo-
MyJiaun. B raapHelineM mpy TOHUMAHUN POJIA TEHETUYECKUX
JIETEPMUHAHT B STHOJIOTHU 3a00JI€BaHUsT TAKUE TECThI MOTYT
OBITH TIOJIE3HBI 7SI BBISIBJIEHUs TAIIMEHTOB BBICOKOTO PUCKa
U aJanTaliiyi TepareBTUIeCKOTO BMEIaTeThCTBA B COOTBET-
CTBUY ¢ WHIANBUIYATHHBIM T€HOTUTIOM.

dapmakoreHeTnKa

Vmeetcst 60IbIIOE KOJMYECTBO JAHHBIX O BO3SMOKHOCTSX (hap-
MaKOTE€HETUYECKOIO TECTUPOBAHUA IJIAd IOJYyYEHUA TaHHBIX
0 TEHOTHIIE MAIMEHTA JIUIS TIePeIaull KIMHUIIUCTY, KOTOPbIiT 6y-
JIeT UHUBUAYAJIBHO noaOUpaTh TEPaInuio ¢ y4eToM HauboJsee
3(hdEKTUBHOTO JIeYeHNS WU TPEeAYIPEKICHUSA ONACHLIX T10-
60uHbIX athderton. OpHako ganubx B otHONIeHNEe CC3 HaKOT-
geno maio. OOBIUHBIH TOAXOA BKJIHOYAET HMCIOTb30BAHIH
OTI€HKHU JIeHICTBUSI JIEKAPCTBEHHOTO TIpernapaTa y malneHToB, He
SIBJISTIOMNXCS POACTBEHHUKAMHU, € TTOCTEYIONEel OTeHKOH pas-
JINYUI OTBETa Yy J1II, UMEIOINX pa3Hble TEHOTUIIbI «T€Ha-KaH-
JIAjlaTa», HATIPUMED, TEHOB, KOAUPYIOIMX (HEePMEHTHI 00IIEro
MeTabonusMa, GepMEHTBI U PELEIITOPhI MeTab0 IM3Ma JINIHI0B
u 1p. B Takux uccieoBaHusX U3HAYAIbHO OOHAIEKUBAIOIIIE
PE3YIILTATHI YaCTO He MOATBEPKAAIOTCS B MOCTEAYIONIIX Hoee

KPYHHbBIX NCCJIEJOBaHUAX.

Taxenble pgucnunugemun n UbC

W3BecTHB MHOTOYMCJICHHbBIE HACTeACTBEHHbIE 3a00JeBaHMUS
JIUMTUHOTO OOMEHa, TPU KOTOPHIX CYIIECTBEHHO YBETUYEH
puck pantero pazsutusi IBC. Hacrosuuit nokymenT ocra-
HaBJIMBAET BHUMAHKE TOJIBKO Ha TPeX, HanboJiee pacrpocTpa-
HEHHBIX.

CemenHas runepxonecrepuHemums (CrXc)

3aboseBanue pacnpocTpaHeno ¢ yactoroii 1+500, Ho usBect-
HbI TOTYJIAIAN, T/le YacTOTa BCTPEYAEMOCTH CYIIECTBEHHO
BbIllle — KaHajckue (paHiyssl, adhpukanepsr (6ypsi, Hesrbie
xurtesn OAP), nmusanisl. 3a6ojeBaHne XapaKTepuayeTcst TH-
nepxosecTepuHeMueii, 00yCAOBIEHHON YBEJTMIeHNEM YaCTHIL
gunonpotenioB Hu3koit miaotHoctu (JIITHIT) B xpoBsmnom
pycJie, HaIM4YMeM KcaHToM, paHHUM paszsutueM MBC u ce-
MEIHBIM aHAMHE30M HA3BAHHBIX CUMNTOMOB. CTeHOKapIMs,
UM wumu cmepts ot CC3 HacTuraeT My:KUMH B BO3pacrte
30-50 stet, sxenmun — mesxxay 50 u 70 romamu. CooTBETCTBEH-
HO, Kypenue, rutiepronus win apyrue OP cyiecrBenno yse-
suyuBaior puck passutug UBC. Hdna puarnoctuku CIXC
TIPEITIOKEHB HECKOJBKO aTOPUTMOB, KaK/[bIH N3 HUX BEChMA
TPYIOEMOK 1 TI0 YYBCTBUTENBHOCTH U CTIETU(DUIHOCTH CYIIEC-
TBEHHO OTJIMYAETCSI OT «30JI0TOTO CTAHAAPTa» — BBISBJICHUS
COOTBETCTBYIOIIEN MyTtanuu. Ilpexanosaraercs, 4to MMEHHO

KOMOWHAITMS KIMHUYECKUX, GHOXUMUYECKUX U MOJIEKYJISIP-
HBIX METOZI0B HEeOoOXOoAMMa [l HaWJIydIIero IpUMeHeHUs
B KJIMHWKE.

CI'XC mnpucyrcrByer y 5—10% mnanuenToB 1npu pa3BuTHu
UBC B Bozpacre MeHee 55 Jiet. [10aTOMY Upe3BbIYAiiHO BasK-
HbBIM SIBJISICTCSI PAHHEE BBISIBJICHHUE TAKUX OOJIbHBIX JJIsT Hauasra
BozzeiictBust Ha OP — nmera, kypenue, cruib xkuzun. CIXC —
AyTOCOMHO JIOMHUHaHTHOE 3a00JieBaHie, 0ObIYHO BBI3bIBAEMOE
myranueii resa JIITHII-penienitopa. B Hacrosiiee Bpems nsse-
ctHO 6osiee 700 MyTaruii, XOTs CIIEKTP MyTaluii B OZIHO# MOITy-
JSIUU 0OBIYHO OTPAHUYEH.

MyTanuu emte 2 eHOB BBI3BIBAIOT CXOAHOE 3a00JeBaHIE.
[Tpumepro 3% mnanuentos ¢ CIXC B Beaukobpuranuw,
Cesepnoii Esporie u CIIIA umeior nedexr rena amo B, suran-
na peuenropa JITTHIL 1o 3a6oeBanne HOCUT Ha3BaHME Ha-
cnencrBennbiii eext ano B (H/IB). [lonaratot, 9To KiawHmye-
ckue nposiBienns H/IB msrue, yem y CI'XC, ogiHako pu aTOM
3a00JIeBaHUU TaKikKe yKe B JETCTBE OTMEYAiT THIEPXOJecTe-
pUHEMHIO U YacToe Hamngne pannux caydaeB UBC. Eme oqim
TeH, BBI3BIBAIOIINI MOHOTEHHYIO THIIEPXOJIeCTEPUHEMUIO, Ha-
3pBaembiii PCSKY, komupyer depmeHT-KOHBEPTa3y perenTo-
pa JIITHIT (NARS-1) xoTopsiii, Kak Tpeanosaraior, BOBJIeYeH
B sierpaganuio JIITHII-penienitopa B mm3ocomax. Myrarus rena
YCUJIMBAET JETPAIAIINIO W TAKKM 00Pa30M CHITKAET KOJMUECT-
Bo petienitopoB k JIITHII. MyTaius HalifieHa B HeCKOJIBKUX He-
3aBUCUMBIX CEMBSIX.

OGHapysKeHa TaksKe pereccuBHast opMa THIIEPXOJIECTEPH-
HEMIH, BbI3biBaeMast echekToM Geska-manepona. Jactora aToit
MYTaIlU¥ HEU3BECTHA, HO TI0JIAraloT, YTO OHA KPaiiHe pefiKa.

[Tockospky ypoBuu XC y ManueHToOB ¢ HOCUTEJISMU reHa
CI'XC u ipm ero OTCYTCTBUM YaCTHYHO MEPEKPHIBAIOTCS, TeHe-
THYECKOE TeCTUPOBAHIE MOKET OBITh TIOJIE3HO 17 TOYHOTO JIH-
arHo3a y YJIEeHOB TakWX ceMbeil. IIpu ncmoib3oBaHUN PyTHH-
HBIX  MOJIEKYJISIPHO-OMOJIOTHYECKUX METOJI0B  BO3MOKHO
BBISIBJIEHIE MYTAIUi YKa3aHHBIX T€HOB, HO TOJIBKO B UCCJIE/I0-
BaTEJIbCKUX Jab0OpaTopusix. Takme MCCIETOBAHNS TOCTYITHBI
B GOJIBIIMHCTBE €BPONEHCKUX CTPaH, OJHAKO KaskjAas CTpaHa
JIOJIKHA MMETh COOCTBEHHYIO TPOrPaMMy T€HETUUECKOTO Tec-
TUPOBAHUS, TTOCKOJIbKY CIIEKTP MYTAIlMH MIMPOKO BapbUpyeT
B pasHbIX momyasaimsax. CoBpeMeHHbIE TaHHbBIE YOeAUTETHHO
cBUeTeNbCTBYIOT, 4To JJHK-TecTsI /15 MarmeHToB ¢ THIIepXo-
JlecTepuHeMueil B orosiHeHne K onpenesnennio XC npu cKpu-
HUHTE Y€TKO OMPEIEIIIOT HocuTe el 1eeKTHRIX TeHoB. MyTa-
U0 HAXOMAT TOJBKO y 60—90% maruenTos ¢ KJIMHUYECKUM
marao3oM CI'XC, 4To 3aBUCUT KaK OT UCIIOJIb3YEeMBIX MOJIEKY-
JISSPHBIX METOJIOB [IJisI BBISIBJIEHUSI MyTaIlUid, TAK U OT KPUTEPU-
eB 0T6Opa MAIEHTOB.

XO0Ts TaIMenTHl, ¥ KOTOPBIX MYTAI[Vs He BLISBIEHA, MOTYT
MUMETh MOHOTEHHYIO THIEPXOJECTEPUHEMUIO, 00YCIOBICHHYO
HEU3BECTHON MyTaluel, BO3MOKHO, 4TO HEKOTOPble M3 HUX
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UMEIOT TMOJUTEHHYIO TUIIEPXOJIECTEPUHEMUIO. DTU MAIUEeHThI
XapaKTepu3yoTcsi MEHee BBIPAKEHHON THIIEPXOJIeCTEPUHEMIU-
eif, KOTopasi 4acTo He HPOSIBJSIETCS B JIETCTBE, @ TOJBKO BO
B3POCJIOM BO3pacTe, W CJIEACTBEHHO, OHH WMEIOT MEHDbIINN
puck paszputus CC3, yem manuents ¢ CI'XC.
Pexomenpmamuu. Bese/ictBie BBICOKOTO PHCKA PA3BUTHUS
CC3, natmentam ¢ CTXC 10mKHO OBITh TIPEATOKEHO arpec-
CHBHOE JIeYeHHe CTATHHAMU B I0HOM BO3PACTe, ITPEATIOUTUTE b=
HO B CIEI[MATN3NPOBaHHON KinHuKe. O6s3aTeIbHBIM IS Ta-
KUX TAIMEHTOB SIBJISIETCS CJIEIOBAHIE COBETAM 110 M3MEHEHUIO
cruns sxusHn. HeoOX0aMMo HamaguTh BBISIBAEHHE POJACTBEH-
HUKOB, HOcHTesiell flehektHoro rera. Jlist onTumManbHol [1a-
THOCTUKHM HEOOXOANMO HCII0JIb30BaHNE (HEHOTUITHUECKOTO

" TeHOTUIIN4YEeCKOI'o Juartosa.

CemelnHasi KOMOMHMpPoBaHHas runepnunuaemus (CKrN)
I10 HamboJsee PacIPOCTPAHEHHAS U3 TSLKETBIX THITEPIUTTH/IE-
MU, BeTpevaeTces B momyasaiusx ¢ yactotoit 1+100. Xapakrep
HACJIeIOBAHMS TOYHO HE U3BECTEH, HE U3BECTEH U TeH, BbI3bIBA-
oyl 910 3ab0/eBanre. B TeyeHre MocaeHuX AeCATUIETHIT
B KauecTBe reHOB-KaH/MIATOB Ha oOecrieueHme JaHHOTO 3a60-
sieBanus, HasbiBaau red USF1 — koHTposiep romeoctasa, aKc-
IPECCHM OCHOBHBIX (DEPMEHTOB MeTAbOIN3MA JIMITHIOB 1 TJII0-
k03bI, Takxe Tensl aro CIII, armo AV.

Pexomenmanuu. BcesenctBrue BBICOKOTO PHICKA Pa3BUTHS
CC3, nanuenTsl J0JKHBI TO/IBEPTATHCST TUITOJUITHIEMUYECKON
Tepanuy U COBETaM 10 U3MEHEeHUI0 CTUJIs Xusnu. Knnnudec-
KUH ombIT 0T60pa OOJBHBIX POACTBEHHIKOB OUeHb OTPaHUYeH,
HO OH MOJKET OBITh BEChMa TTOJIE3€EH.

HacnepcrBeHHbIN cmHapom geduunTta JIMBM
[TockosbKy oGpaTHas U He3aBUCHMast B3aUMOCBsI3b Mesky X C
JIIIBIT u puckom daTtanbHoro U HedaTtaabHOrO Pa3BUTHUS

NBC moxarBepsKiieHAa MHOTOYMCJIECHHBIMU KIMHUYECKUMU
U AMUIEMUOJIOTMYECKUMU UCCJIeIOBAHUSMU, HU3KUI YPOBEHD
XC JITIBII, 06br4n0 onpenensiemsrii kak 35 mr/mai (0,9 Mymoib,/i)
CTaJl YaCThIO AJITOPUTMA, WCIOJb3YEMOTO JIJIST OIEHKN PUCKA
CC3. Xotsa HacyeicTBeHHbIE Ne(hEKTDI, OTPeeIsIoNe Hit3-
kuii yposerb XC JITIBII, oueHb peKu, OHU UMEIOT GOJIBIITYIO
KJIMHAYECKYI0 3HAYUMOCTh. [lanmeHTsl, y KOTOPBIX yPOBeHb
XC JIIIBIT menee 5% B MaHHON MOIYJISIIIAN, MOTYT CUUTATHCS
HocutensiMu MonorenHoro gedunurta JIIIBIL. Ouu BrIoyaror
nedextor reHoB Al, AT® csspiBafoniero meperocunka Al
(ABCA1), u nenutun-xomnectepun arunrpancgepasst (JIXAT).
OxoHyaTebHbBII AUarHo3 TpedyeT CreluanbHbiX GHOXIMIYeC-
KHX TECTOB ¥ JIEMOHCTPAIIHN (DYHKIIMOHATBHO-00YCIOBICHHBIX
MYTAIUl 17151 TeHOB-KaH/IU/IATOB.

Pexomennanuu. [locse nckimouenns BTOPUYHLIX CIyYaeB
narenTsl ¢ Hu3kuM yposHeM XC JIIIBII momxubr mpoiitn
BpaueOHbI OCMOTD /7SI BBISIBICHUS KIMHIMYECKUX TPH3HA-
KOB ormpejeseHHbix cungapomos aepunura XC JITIBIIL.
JlomKHBI OBITH HAYAThI CEMENHbIE NCCIEOBAHNS JJIS IEMOH-
CTpaIMy HacjeoBaHus mpusHaka. [lockoabKy B HacTosIIee
BpeMs He M3BECTHBI JIEKaPCTBEHHBIE MPENapaThl, MO3BOJISIO-
mue yBesnuuth ypoBerb XC JIIIBII, pasa npexynpexuaenus
NBC nomxHo cenoBaTh B HAPABJEHNN YCTPAHEHWS TOTIO -
nnteabHprx DOP.

Bone3Hu cBepTbIBaHUS

HacuiegcrBernnbie MOHOTEHHbIE 3a00JIEBAHUS BCTPEYAIOTCS
oueHb peako. OFHAKO BBISBIEHBI OOJee YacThle MyTaIlun
revoB dakropa Y (Jleiimena) — R506Q u mporpombuHa
(G20210A), Bcrpevaiomniuecst ¢ yactoroit 2—3%. [Ipu ucmnosb-
30BAHUU MeTa-aHAJIN3a OTHOCUTENbHBIN puck pazsutus CC3
ompenenen kak 1,17 mns rena daxropa Jleiigena n 1,31 — nma
reHa mpoTpoMOnHa.
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