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AKTyaJbHOCTD: cuHApOoM JKuiapOepa BrepBbie ObLT ONMKMCaH (PPaHITy3CKUM TaCTPOIHTEPOIIO-
roM ArryctunoMm Huxons ['mnGeprom (1958-1927) u ero komneramu B 1901 rony. lanHas naromio-
I'Usi UMEEeT HECKOJIbKO HA3BaHMI: «CceMeiiHas HEereMOJIMTUYECKas KelTyXay, «I100poKauyecTBEHHAas
CeMeHas KeNTyXa», «KKOHCTUTYIIMOHHAS TUCHYHKITHS MMeYSHN» WK CUHAPOM JKunpoepa:

Bo3Hukaer B pe3ynbTare yBeJIMYEHHUS B IUIa3M€ KPOBU KOJIMYECTBA HEKOHBIOTUPOBAHHOI'O
OunupyOunHa, 6€3 MPU3HAKOB MOBPEKACHUS MEUEHHU, OOCTPYKIIUH JKETYHBIX MyTeH WU FeMOIN3a.
JlanHoe 3a0oyieBaHueE SIBISETCS CEMEMHBIM U IepefaeTcs 1o HacieAcTBY. OCHOBHBIM OHMCAHHBIM
CUMIITOMOM JIaHHOTO 3a00JICBaHMsI SIBISIETCS UKTEPUUYHOCTH CKJIEP M KOKHBIX MTOKPOBOB, KOTOPHIE
MIEPUOIUYECKH TOSBIISIFOTCS B TEUCHUE KU3HU [2].

PecniyOnuka benapych siBisieTcss SHAEMUYHON 30HOH Ui cuHapoMa JKuinOepa, y KaKIoro
YEeTBEpTOro Npu3bIBHUKA ['poHEHCKON 00JacTu ornpenenseTcsl NOBBIUIEHHBIN YPOBEHb HEKOHB-
IOTMPOBAHHOTO OMIIMpyOHHa B KpoBH [ 1].

Leap 1 3axaumM Mccae0BaHUsI: U3YUUTh JJaOOpATOpHbIE MOKA3aTEIN Yy IAI[UEHTOB C 100po-
KaueCTBEHHOW HEKOHBIOTUPOBAHHON TUTIEpOUIHpyOHHEMUEH.

Metoabl U MaTepuajbl ucciaeaoBanus: 3a 2014 roa nposenen ananus 3224 uctopuit 6o-
JIE3HU, MAI[UEHTOB MMOCTYMUBIINX B TACTPOIHTEPOIIOrHUEcKoe oresenue. M3 nux Beiopano 317 ye-
JIOBEK C KaKUMHU-JINO00 KIMHUYECKUMHU M JIA0OPATOPHBIMU HPOSBICHUSMHU KENTYXHU, U3 HUX IMallu-
€HTOB C YCTaHOBJIEHHBIM CHHApoMoM JKuinbepa Ob10 76 uenoBek. [larueHTsl 1Mo mony ObUIH
IIPEJICTaBIEHbBl B OCHOBHOM MY:XunMHaMu (71 mpoTHB. S >KEHIMH), OTOMY XEHIIUHbBI OBbLIU HC-
KITFOUEHBI U3 CTAaTHUCTUYECKOro aHanu3a. [y cpaBHEHNS MPpOaHATU3UPOBAIN 1a00paTOpHBIE MOKa-
3arenu y 71 mamuenTta 0e3 JKenTyxu (TpyIIa COIOCTaBUMa CTATUCTHUYECKH TI0 TIOJY M BO3PACTY).
Cpennuii Bo3pact coctaBuil — 27+11 neT U BpeMs OT yCcTaHOBJICHUS quarHos3a 7+3 roxa. Jlms o6pa-
OOTKH MOIYYEHHBIX TaHHBIX MCIOJIB30BANM Mporpammy StatsDirect 2.7.2, MeTo/1bI HETapameTpuye-
CKOM CTaTUCTUKU. JlJIg aHanm3a KOJNMYECTBEHHBIX JAHHBIX Hcnosb3oBanu U-kpurepuilt ManHa-
YuTHH, 11 aHAlIM3a KAYECTBEHHBIX MOKA3aTeseil NCII0Ib30BaI TA0IHIIBI CONPSKEHHOCTH U KPH-
Tepuii y° JUIs BBISIBIICHHUS CBsi3eil — Koadduuent koppemsuun Crimpmena (p<0,05).

[Tpoananu3upoBaHbl AAHHBIE JTA00OPATOPHBIX UCCIICAOBAHUHN 76 YellOBEeK MPH MOCTYIUIEHUHU U
MIOJIYYEHBI CIEAYIOUINE Pe3ybTaThl: y BCeX MallMeHTOB ¢ cuHIpoMoM JKuiasbepa oOHapyKeHa Kell-
TyXa pa3HOU CTENEeHN BBIPAKEHHOCTH. YPOBEHb HEKOHBIOTMPOBAHHOTO OMIMpyOMHa cocTaBui 44
(21;76) MKMOJIB/1.

[Tpu oueHKe pe3yAbTaTOB OOIIET0 aHalM3a KPOBU BBIABICHA Takash OCOOCHHOCTh: YPOBEHb
reMorjo0rHa KpOBU y TMAIMEHTOB ¢ cuHApomoM KumbOepa Obut B mpeaenax 158 (132;187) r/m.
[Ipu cpaBHEHHMH € TPYIIION KOHTPOJS, OOHAPYKEHO CTATUCTUUYECKU 3HAYMMOE OTJIMYHE B KOHIICH-
Tpaluy reMorjio0nHa KpoBu, KoTopoe coctaBmio 129 (121;145) r/n, (p<0,0001).

BbIBOABI: KpOME KENTYXH — OCHOBHOT'O TMPOSIBICHUS JAHHOTO 3a00JeBaHUs, 0OHAPYKEHBI
CTaTUCTUUECKU3HAYMMbIE OTJINYMS B COJEPKAHUU IeMOITIOONHA KPOBU Y MAaLMEHTOB C CUHIPOMOM
Kunpbepa. HeoOxoaumo nanbHeliee n3ydyeHNe IposBICHUN O0JIe3HH Y TaKUX MAI[MEHTOB ISl af-
PECHON OMOIIM C LENbIO YIYUILIEHUS Ka4ecTBa UX KU3HU
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