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VI HAYYHO-MPAKTUYECKOWN KOHOEPEHLINW CTYOEHTOB M MONOAbIX YUEHBLIX «CTYLEHUKUHCKUE YTEHUA»
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HUMAHHA-TIUKA, TUN A/B
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HaunoHanbHbIN MEAULIMHCKMIA NCCReqoBaTeNbCKUN LEHTP
3nopoBbsa aetert Munsgpasa Poccun, Mockea, Poccust

Knroyeenie cnoea: 0emu; 6one3Hb HumaHHa—[lluka;
CKPUHUH2; QuazHOoCmuKa

Axkmyansnocms. bonesnr Humanna—Iluka (BHII), tum
A/B — pezikoe reHeTHYeCcKoe 3a00IeBaHKe, HACIIEyeMOE 110 ayTO-
COMHO-PELIECCUBHOMY THILY, OTHOCUTCS K JIM30COMHBIM 00J1€3-
HaM HakorieHus. BHII, Tunm A/B BbI3BaHA MAaTOTCHHBIMH OHAll-
JeIbHBIMU HyKIeoTHIHbIMU BapuanTamu (IIHB) B rene SMPDI,
KOIHPYIOMIEM JIM30COMaJIbHYIO0 KHCIYI0 CQUHTOMHEIHHA3Y
(KCM), npuBOASIIMMH K 3HAYUTEIHBHOMY CHUXCHUIO aKTHBHO-
cti KCM, HakoIUIeHHIO C)UHTOMHEIHHA ¥ HapylIeHHIO (QyHK-
IIUOHUPOBAHU KIETOK. 3a00eBaHue AeOITUPYET B JIFOOOM BO3-
pacTe, KIMHUYECKHE POsIBIECHUS BapualenbHbl, HEKOTOpbIE (Tema-
TOCILIEHOMETaJIUs, OCTEONEHUs, OCTE0OPO3, TPOMOOLIUTONEHNUS,
TuMbaeHONaTHs) MOTYT HaOIIOAAThCS TIPH APYTUX opMax ma-
Tosioruu, Hanpumep, 6onesnu lome (BI') Tun 1, Bei3BanHo# [THB
B rene GBAI u nedunurom B-nirokonepedpo3uiassl. ITO HEOO-
XOAUMO YUYHUTBIBATh IIPU JUArHOCTUKE.

Ilenv padbomei: NpenCTaBUTh JaHHBIE O MEPBBIX yCIEXax
NapaJuleIbHOTO CKPUHHUHTA MAIlEHTOB C MOJ03peHUusIMHU Ha Bl
tn 1 1 BHII, tumr A/B.

Mamepuanst u memoost. Hamu nonydero 498 o6pasios 61o-
JIOTHYECKOTO Marepuaia (Cyxue MsTHa KpOBU) OOJBHBIX C MOJO-
3penueM Ha BI' u BHII, tun A/B. AxtusHocts KCM n3mepsiiu
METO/IOM TaHJeMHOH Macc-criekrpomerpuu, [THB B rene SMPD1
y OOJIBHBIX CO CHIXEHHOU akTUBHOCTHI0 KCM BBISBIISLIIM IBYHA-
MIPaBJICHHBIM aBTOMATHYECKHM CEKBEHUPOBAHHEM Ha aBTOMATH-
geckoM aHanmzarope JJHK «ABI 3500 XLy.

Pesynomamut. JIns nanHoW paGoThl MBI BaJUAUPOBAITH
U aJanTupoBaiu Meton usMepenus aktusHoctd KCM. IIposenu
usMepeHus aktTuBHoCcTH KCM U KOHLIeHTpanuu cuHroMuenuta
B CYXUX IIITHAX KpoBU 71 67 malueHToB ¢ nogo3peHueM Ha BHII,
i A/B u 431 6onsHOTO ¢ iono3penreM Ha bI, tun 1. CHuke-
Hue ypoBHs aktuBHOCTH KCM 0bLI0 3aduiKCHpOBaHO y 2 00Ib-
HBIX U3 KOTOpThI ¢ oo3peHreM Ha BHIL, tun A/B u y 1 nauues-
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Ta 13 KOroptsl ¢ nmogo3perrem Ha bI'. [THB B rene SMPD1 Obutn
BBISIBJICHBI Y 2 OOJIBHBIX, @ | MAIMEeHT U3 KOTOPTHI C MTOJ03pEeHNEM
na BHII, tunt A/B nmen nokaomonoxkurensnoe cHmkenne KCM.

3axknwuenue. N3-3a CX0OXKECTH KIMHUYECKHX MPU3HAKOB
y 6onbHbIX ¢ B, Tun 1 u BHIT, Tun A/B nuddepennuansuas nu-
arHOCTHKA JaHHBIX 3a00NeBaHUH 3aTpynHseTcsa. B cBsa3u ¢ atum
IIPOBEACHHE MapaJUIEIEHOTO (GePMEHTAaTUBHOTO aHAJIHM3a MOYKHO
HCIONB30BaTh I IOCTAHOBKHU KOPPEKTHOTO AMarHo3a v Ha3Ha-
YeHUs PaBUIHHOMN MaTOTeHETUYECKON Tepanu.
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