MaTepuanbl BCEpOCCUMNCKOro Hay4Horo ¢opyMa CTyAeHTOB
c MexxayHapoaHbiM yyactueMm «CTYAEHYECKAA HAYKA - 2021» 295

© 0000000000000000000000000000000000000000000000000000000000000000000000000000000000000000000000000000000000000000

XAPAKTEPUCTUKA BPOXKJEHHOIO U MPUOBPETEHHOTO
BARTTER CUHAPOMA Y AETEN

Abakaposa J[. A., Ycxosa C. IO.

HayuHsrit pykoBOIUTENB: A.M.H., Tpodeccop Jlermamsuian Kanna ['aBpuiiopHa
®akynererckas nequatpus CIIGITIMY

KonrtakTHas nundopmanusa:Adakaposa J{nHapa AnrxaHoBHa — CTYyJIEHTKa 6 Kypca, meauaTpudeckuii GhakyabTer.
ditimati@mail.ru

KawoueBble caoBa: Bartter cuHIpOM,TyOyIONATHS,ICTH,META00THUESCKAN  aIKajo3,
TUTIOKATUEMU S, THTIEPPEHUHEMH S

AKTyaJabHOCTh: Bartter cuaapom (BS) — HacnmencTBeHHas TyOyJIOmaTHs ¢ BEAYIITAM CHHIPOMOM TH-
MOKAIMEMHUYECKOTO allkaosa, peikoe ophanHoe 3a00neBanne, 00yCIOBICHHOE My TAIIUSMH TEHOB, KOJTH-
PYIOIIUX OEIKH-TPaHCIIOPTEPHI, KOTPAHCIIOPTEPHl 1 OOMEHUBATENH, YYaBCTBYIOIHE B peadcopOLuy Ka-
TSI, HaTpUSl, XJIOpa B TOJICTOM Bocxomser newie Ienne. Y.Sardani et ai.(2003) Beiaenuian nepBUYHbIH,
TeHEeTHYEeCKH OOYCIIOBIICHHBIH, W BTOPUYHBIA B CTPYKTYpE JAPYTHUX CEMEWHBIX 3a00JIeBaHUN TOYEK:TIPH-
00peTeHHBIH, HHIYIIMPOBAHHEIN JIEKapCTBAMU, aTHITMIHAS COJIb-Tepstonas Hedponarus [1,2,3].

Lean nccaenoBaHusi: BbIIBUTH 0COOCHHOCTH TIEPBUYHOTO U BTOPUYHOTO Bartter cuHmpoma y nereil.

MarepuaJjsl 1 MeTOAbI: H3ydeH karamHe3 BS y 12 manuenTos. M3 Hux 9 neBovek, 3 MaTbuUKOB.
Cpennuii Bo3pact coctaBun 6,5-+1,5 ner. Bpoxxnennsiit BS nepsuunsiit — anTeHaranssbii [-11 tun
muaraoctupoBan y 3, Il tun y 4, IV tun y 1, npruoOpeTéHHbIil y 4 ManueHToB.

Pesynbrarbl: BpoxaeHHBINH BS y nereit KIMHUYECKN XapaKTepHu3yeTcs pBOTOH, nTuapeil, monmy-
pueil, nonuauncue, 00e3BOKUBAHUEM, THIIOKATBIIMMUYCCKUMHU CYIOPOTaMH, TUIIOKATUEMHYECKH-
MU Tape3amu. BreIsBieHbI: oBbIIIeHHE peHuHa (25,95+3,69), anpnocrepona (550,334+44,72), ruro-
kanuemus (3,44+0,17 MMOIB/1T), METaOOTUYECKUAN aIKao3, 3a7epiKKa (pU3nIecKoro pa3BUTHs OTMe-
ganmuch B 100% neteit ¢ panHero Bo3pacrta. Y 3 ManMeHToB BHISBIEHA THIIEPKAIbINypHst 6omee Smr/
KT B ¢cyT. O0beMm nouek o Y3U-Ouomerpuu carkeH. Y 3 manuentoB (I tum, IV Tum) ycraHosiaeH
Hedpokanbiuao3. OtHomenne MKP®/CK® camxkeno 0,83 (1,15-2,44), ckopocTh KiyOOUKOBOM
¢unsrpanuu (CK®) camxkena y 2 nmanuentoB XbII C1-2. ['eHeTnyeckoe uccieqoBaHue MPOBEICHO Y
2 TalWeHTOB: y Manbuuka BhIsiBieHa myTanus reHa SLCI12A1/d 26 c.1942G A p. Asp648 Asn
(CM961282) nnarnoctupoBan BS tum | anTeHaTansHbIH; y 1EBOYKHY BEIsIBIIeHa MyTanus reHa BSND,
nuarHoctupoBaH BS [Va tun ¢ neiipocencopHoii rimyxotoid. [Ipnodperénnsiii BS y 4 manuenTos: y
neBoukd 10 et mpu geoxpoMounToMe, y MalpduKa 6 JeT mpu padJaoMHONIn3e, Y ACBOYKH 17 jer
JIeKapCcTBEHHO MHAyLUupoBaHHbIH BS (mpuem dypocemunzaa). [mnokanuemus (2,7 MMoIb/i), MmeTabo-
JMUYECKUN aJIKajio3, CyIOPOTH U JIEKAPCTBEHHO WHTYIIMPOBAHHBIN (IIJIAKBHHHIIIOM ), Ha (hOHE HEPBHOMN
AHOPEKCHUHU pa3BUJICA Y AeBouKkH 15 yter. KimuHuka: )xaio0bl Ha MOTEPIO Beca, MePUOIUICCKY 0 CyOde-
OpWIIBHYIO TEMIIEpaTypy, OTMEUCHO CHIKEHHE SMOIIMOHAIBHOTO TOHYCa, BSJIOCTh, aJlKallo3, KpeaTu-
HuH 0.116 mMMmoube/n; runomarauemust 0,74 mmons/n, CK® no ¢opmyne Schwartz 40,77 mn/mun
1,73m2, runoxanuemus (2.5mmons/n). Jlnarnos: BS, 111 tum, npuoOpeTeHHBIN, TeKapCTBEHHO HHITY-
IUPOBAaHHBIN (TNTAKBUHUIOM), Ha (hoHe HepBHOI aHopekcun. XbII C2-3.HepBHas aHOpeKkcHs.

BeiBoabl: BpoxaeHHbI BS aumarnoctupoBaH y 8 manneHToB, IpHOOpeTEHHbIN y 4. BrisgBiieHbl
O0COOCHHOCTH KJIMHUYECKUX MPOSBICHUN MEPBHUYHOTO (HACIEACTBEHHOTO) M BTOPUYHOIO (TpHOO-
perénnoro) BS y nereii.
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