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AkrtyadabHocTb. bonesns Jlenta (BJl) — peakoe HacimeAacTBEHHOE 3a0oJieBaHME,
MPOSIBIISIIONIEECST PEHABHBIM CUHAPOMOM (DaHKOHH, TyOYJSIpHOWH MPOTEHHYpHUEH, KalbLUypHei,
He(POKATBLIMHO30M/HEPPOIUTHA30M U XapaKTepU3YyIoLleecs MPOTPECCUPYIONINM TEUEHUEM C
MCXO0JIOM B XpoHHYecKyto O6one3Hb mouek (XbII) B gerckom Bo3pacre.

Leab: npencraBuTh TeHETUYECKHE, KIMHUYECKHE U JlabopaTopHble ocoOeHHocTu b/,
KOTOpBIE MOTYT OBbITh UCIIOJI30BAHBI /Il CBOEBPEMEHHON JTUarHOCTUKH.

Matepuanbl 4 MeToabl. B uccrienoBanue BkitoueHsbl Bee nanueHTsl ¢ b/, Habnronaromuecs
Bo 2-I'’IKb r. Muncka ¢ 2005 roma. IlpoanamusupoBaHbl BO3pacT Ha MOMEHT JAe00Ta H
YCTaHOBJICHMSI TUarHo3a, JaHHble Ouoxumuueckoro ananu3a kposu (BAK), obuiero ananuza mouun
(OAM), cyTouHBIli O€NOK MOYM, IKCKpELUs COJEH M KajlbliUs, KUCIOTHO-OCHOBHOE COCTOSIHHE
(KOC) npu nepBuuHoM 00ceI0BaHUU U B IUHAMUKE (4epe3 5 JIeT), pe3yabTaThl YIbTPa3BYKOBOTO
uccnenoBanust MoueBblaenuTensHol cucteMbl (Y3 MBC). OGpaboTka JaHHBIX BBITIOJHEHA B
Statistica 10,0 u Excel. [Ipu onucanuu KonMuecTBEHHBIX JaHHBIX UCIOJB30BAINCH MenuaHa (Me) u
MHTEPKBAapTUIIbHBIN pa3max (25%—75%), kadecTBEHHBbIX ITOKa3arenei — koaudecta (N) u gonu (%),
3aBHCHMBbIE TPYIIIBI CPABHUBAIUCH MO KpuTeputo Bunkokcona (T).

Pe3yabTaThl 1 HX 00cy:kaenune. Bee 6 mammenToB (13 5 cemeii) — ato Manbunku, 50,0% u3 HUX
umerot 1 tun 6onesznu Jenta u 50,0% — Bropoit tun. [lepsiM nposiBienuem 3adoneBanus B Bozpacrte 1,5
(1,0-2,0) rona GsuM M3MEHEHUsI B 001IeM aHamu3e MovH B Buje nporenrypuu 0,477 (0,043-0,562) r/ny
BCEX TMAIMEHTOB W Tmoko3ypun — y 2/6. Ilokazarenmn BAK B mpenemax pedepeHTHBIX 3HAYCHHIA:
kpeatuauH 36,1 (30,1-50,3) mxmonw/n, MmoueBuHa 3,2 (2,7-3,9) mmonw/in, moueBas kuciora 2008,6
(1032,0-2062,0) mxmous/n, kanuit 4,4 (4,3—4,6) MMosb/n, kanbimi 2,42 (2,40-2,49) Mmmons/n, Gpocdop
1,69 (1,55-1,83) mmonb/a. dauusie KOC 6bun B HOp™me: pH 7,39 (7,36-7,43), BE -1,6 (-2,5—-0,9)
mmonb/in, HCO3 23,5 (22,0-24,1) mmons/n. benok, kaneimii, pochop B cyrounoit Mmoue cocrauiu 0,12
(0,08-0,26) r/cyTkn, 1,84 (0,94-3,90) mxmouns/cyT, 9,2 (6,0—13,1) MMob/cyT cooTBeTcTBeHHO. [lepBoe
V31 MBC yctaHoBHIIO HalHuie MUKPOKAIBLIMHATOB y 2/6 narueHToB. CyTouHast SKCKPEIHsl OKCaIaToB
¢ mouoi cocrtaBmia 2,05 (1,1-2,7) mr/cyT, mo3ToMy MEpBBIM TUArHO30M y BCEX MAIMEHTOB ObLIA
OKcaJlaTHasi KpucTautypus. 4/6 MaJIbYUNKOB MMEITH OTATOIICHHBIN CEMEWHBIN aHaMHe3 0 3a00JIeBaHUSAM
noyex (IpoTenHypHs, MouekameHHas 0ose3Hb, XbI1 y poCTBEHHHKOB MY>KCKOTO T10J1a TI0 MAaTEPUHCKOM
JIMHUM) U HapacTaHWEe NPOTEMHYPUHU IPU JajbHENIIeM HaOII0IeHUH U IPOBOIUMOM JIEYCHUH. Y POBEHb
B2-mukpornoOynuna mnpesbiman 4 wr/m (mpu Hopme 0-0,015 wmr/m) y Bcex mnammeHToB. U3
COITYTCTBYIOIIEH MaTOJOTHH y 2/6 MaJTbUYMKOB IMArHOCTUPOBAHA BPOXKICHHAS KaTapaKTa U HapyIlIeHHE
MICHXO0-PEYEBOr0 Pa3BUTUS (IBa POAHBIX OpaTa). DTO MO3BOJMIO TPEANOJONKHUTH HACIIEACTBEHHBIN
xapakTep 3a00JieBaHUs U PEKOMEHI0BaTh T'eHETHYeCKoe uccieaoBanue. ¥ 3/6 oOHapykeHa MyTalus B
CLCNS5 rene, y 2/6 myrtamus B8 OCRL rene (1Ba pomHbix Oparta), y 1/6 reHeTHUeCKOe HCCIeOBaHUE
mpoBesieHO He Obu10. Takum oOpa3oM, Bo3pacT moctaHoBku nuarHo3a bl cocrasun 6 (5-8) nert. [Ipu
CpaBHEHMH JTa0OPATOPHBIX MOKA3aTeNIel HA MOMEHT Ae0I0Ta 1 yepe3 S JIeT CTATUCTUYECKH 3HAYMMO BBIIIIE
YpOBEHb CyTOYHOM HKckpermu ¢ocharoB (9,2 (6,0-13,1) u 20,2 (15,5-24,4) mmons/cyt, T=0,00,
p=0,043) u cwiBopoTtouHoro kpearununa (36,1 (30,1-50,3) u 55,0 (52,3-57,9) mxmomns/n, T=1,00,
p=0,046). Uepes 7 (5-9) ner y 4/6 nanmentoB auarHoctupoBana XbII 2—4 cragun.

BoiBoabl. bonesnp [leHTa — clOXHOE Ui JUArHOCTHKHU 3a00jeBaHHe, OAHAKO TUIATEIbHO
cOOpaHHbII HAcJEeICTBEHHBbI aHaMHE3, BO3MOXKHOCTb MPOBEJCHHUS TI'€HETHYECKOTO TECTUPOBAHUS
MO3BOJISIET CBOEBPEMEHHO YCTAHOBHTH JIMAarHo3, HA3HAYUTH TEpalHi0, TEM CaMbIM 3aMeJUIss
nporpeccupoBanne XbII.
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