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AeTckas TOpoACKas KaAmHuYecKas 6oabHUIA Ne 1, . Camapa, PO

B craTtse omucaHBI KpAaTKHUe JaHHbIE JIUTEPATYPHI U CIY4Yail COGCTBEHHOr0 KIMHUYECKOro HAOI0IeHN T

3a HOBOPONKIAEHHBIM peﬁeHKOM C IICeBAOTHIIOAJBIOCTEPOHU3IMOM.
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The case of clinical observation over the child with a rare genetic syndrome pseudohypoaldosteronismus

is represented in article.
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IIceBporunoanbrocrepornusm (III'A) oTHOCUTCA K IpyI-
Te HACJIeACTBEHHBIX HAPYIIEHUH 3JIeKTPOJUTHOTO MeTabo-
JU3Ma W TPOABJAETCA THUIEpPKaIueMueil u MeTabomdec-
KUM anugo30M IPU HOPMAJIbHOM YPOBHE IJIOMEPYJIAPHOI
unsrpanuu. Cirenyer ormetutsb, uto IIT'A aBndercsa rere-
porerHbiM coctosHueM [1]. CymtecrByer 2 tuna IIT'A: Tun
1 u tun 2. B cBow ouepens npu IIT'A tuma 1 BeiAensioT 2
dopmbl. OgHa U3 HUX — ayTocoMHO-AoMuHaHTHas (OMIM
177735) obL1a Buepsble onucadHa B 1958 r. Cheek u Perry.
Jra (dopMa MIPOABIAETCA Y HOBOPOXKIEHHBIX M XapaKTe-
pusyeTcs IIOTepeil COJIM BCJIEACTBUE HEUYBCTBUTEIBHOCTH
KJIYOOUYKOB IOYEK K MHHEPAJOKOpTUKOouAaM (IIOUedHBIH
IIT'A). TIpu aToit hopme B mepBble 2—3 Toja *KUSHU OTMeE-
yaeTcs yMeHbIIeHWe KJIWHWUYECKUX CUMIITOMOB ¥ HapPy-
mieHu# MeTab0IM3Ma, YTO IIO3BOJIAET OTMEHUTH TEePaIuio.
IIpu ayrocomuo-momuuauTHOI (hopme IIT'A Tuna 1 BBIABIIE-
HBI Pa3JIUYHBbIE MyTAIlUU B TeHe MUHEPAJOKOPTUKOUIHOTO
pententopa (MLR). OTOT reH KapTUpPOBaH HA JIMHHOM ILJIeYe
xpomocoMsl 4 B jiokyce 4q31.1. Bropas ¢popma IIT'A Tuma 1
nMeeT ayTOCOMHO-PeIeCCUBHBIN TUT HacaegoBauus (OMIM
264350). B orainune oT ayTOCOMHO-TOMUHAHTHONM (POPMBI
IIPU ayTOCOMHO-PEIeCCUBHOM (hopMe TeueHMEe 3a00I€BaHUA
TS)KeJIoe W He yJaydIllaeTcs ¢ Bo3dpacToM. HabGiiogaercs
MHOJKECTBEHHOE ITOPaKeHre PAasJIMYHBIX OPraHOB: ITOYEK,
TIOTOBBIX U CJIIOHHBIX KeJsied, Tosictoro kKuieunuka (IITA ¢
MHOKECTBEHHBIMY ITOPAKEHUAMM). ITO CBSI3aHO C TEM, UTO
pu 9Toi hopme 3a60IeBaHUA HAPYITaeTCsa DYHKI[UA SIIUTE-
JUAJTBHBIX HATPUEBBIX KaHAJIOB, UTO HMPUBOIUT K HapyIIe-

Konmaxmnasa ungopmayusn:

HUIO TPAHCIIOPTA HATPUS BO BCEX OPraHaX, UMEOIUX SIIU-
TeJanaJibHble HATPUEBbIe KaHAJbI. JleueHne Ipu 910 dhopme
moKU3HEeHHOe. 3abosieBaHne 00YCJIOBIEHO MYTAIIUAME O, 3
U y-CyO'BeUHUIL SIINTEJNATLHOTO HATPUEBOTO KaHasa. ['eH
KapTupoBaH Ha xpomocoMe 16 B jiokyce 16p12-pl12.

IITA Tuna 2 (cusgpom I'opmona) (OMIM 145260)
XapaxkTepusyercs THUIepKajlueMueii u apTepuaabHOM
TUNepTeH3uel, MOABIAIOINMMIUCA B JeTCKOM U Ja’kKe B3pOC-
JoM Bo3pacTe. Tun HacjaeqOBaHUA ayTOCOMHO-IOMUHAHT-
Hblii. [IpuunHoil 3a00/ieBaHUSA ABIAIOTCA MyTalMd T'€HOB,
rozupytomux WNK1 u WNK4 KuHa3bl, peryampyromniue
TPAHCIIOPT HATPUSA U XJIOPA B JUCTAJIbHBIX HeppoHax. ['eHbl
JIOKaJIM30BaHbBI Ha xpomocomax 17qll-q21, 12pl3, 1q.
B pesysabraTe mOBBIIIIeHUs peabcopOIyu HATPUA W XJ0OPa
Pa3BUBAIOTCA TUIEPXJIOPEMUS, TUIEPBOJEMUSI CO BTOPUU-
HBIM T'MI0AJbI0CTEPOHN3MOM U TUIIOPEHUHEMUEH.

Husxe mpuBozmm Hame KJIMHHUUYECKOe HAOJIIOLeHUE
cayuasa [II'A y HOBOPOIKIEHHOI'O MaJIbuKa.

30 mexabpsa 2009 r. us oTaeIeHUs OTOPUHOJAPUHIO-
JIOTUHU B TIeAUATPUUECKOE OTAeJeHIe AJIsI HOBOPOIKIEHHBIX
nmereii ObLnT mepeBemeH peberHoxk Bamgmm C. Mate mpensb-
ABJANA KAJOOBI Ha IIOBBIIIEHNE TEeMIEepaTyphl Teja U
TOsBJIEHVE THONHBIX BBIJEJI€HUN U3 HAPYIKHOT'O CJIYX0BOTO
mpoxoJa, OTKa3 OT eJbl, IePUOJUUYECKUEe CPLITMBAHUI.
Pebenox poxmica 1 mexabpsi, Macca Teja IPU POKICHUU
3200 r, mpu mocrymieHuu B Bodpacte 1 mecsama — 2960 r.
TeueHme 6ePEMEHHOCTH U POJOB y MaTepu 6e3 0COOeHHOC-
Teli, pe6EHOK B ceMbe nepBhIii. HacaencreenHbie 3a60€Ba-
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HUA MaTh OTPUIATIA, OLHAKO OTMEYasa, YTO €€ POJCTBEHHU-
KU I10 MYKCKOU JINHUY OYEHb JIIOOAT COJIEHYIO ITUIIY. 3a00p
KPOBHU HA HEOHATAJbHBIA CKPUHUHT OBLI OCYIIECTBJIEH B
pozamoMe, HO HA MOMEHT IOCTYILJIeHUs peGeHKa pe3yJbTaT
He 6611 roToB. IIpu o6cienoBaHNY B GMOXUMUYECKOM aHa-
Jr3e KPOBU BBIABJIEHBI runepkanuemusa (8,6 Mmoiab/na),
runonarpuemus (127 wMMOJb/JI) U TUIOXJOPEMUST
(90 mmosb/1). B anasnmse nepudepuyecKoit KpOBU, HECMOT-
pA Ha BBIPAKEHHYIO0 KJIUHWYECKYI0 KapTUHY THONHOTO
OTHTAa, OTCYTCTBOBAJIY SBHbIE MIPU3HAKN BOCIIAJIEHUS, UTO
OBLJIO pacIleHeHO KaK TMIOMMMYHHOE COCTOsHUe. PebeHoK
OBII OCMOTPEH [OEeTCKUM OHIOKPUHOJIOTOM. ¥ UUTHIBAS
BBIABJIEHHBIE BJIEKTPOJIUTHBIE WN3MEHEHUs, OTPUIIATENb-
HYIO BECOBYIO KPUBYIO U ILJIOXOU alIIeTUT, ObLI BHICTABJIEH
IpeIBapUTENbHBIN AUMArHO3: aJPEHOreHUTAJbHBIA CHHI-
poM, cosbrepsAoIias Gopma. IIpoBoguaachk 3aMeCTUTEb-
Hasg Tepanus IIIOKOKOPTUKOUIAMHU U MUHEPATOKOPTUKO-
ugamu. OqHAKO TIpU HAOJIIOJEHUN 3a PeOEHKOM OTMedYeHa
cJIeyIomiasa 0COOeHHOCTh: KaK TOJIbKO IIPOM3BOAMIIN II€pe-
BOJl C ITAPEHTEPAJHHOTO HA SHTEPAJLHBIN IpPHEM TOPMO-
HOB, pebeHOK IlepecTaBaJ IpubaBIATH B Bece, yXYAIIAJICS
aIIeTuT, HapacTaau dJIeKTPOJIUTHBIE HapyIeHusd. K sTtomy

MOMEHTY OBLIV TOJYYEHBI Pe3yJbTaThl O0CJeIOBAaHUA Ha
TOPMOHBI: KOPTU30J U €r0 MeTaboJUThI OBLIN B IIpefeiax
HopMbI. IIpoBemeHO McciaemoBaHUe COIEP:KAHUS B KPOBU
AKTT u anpnocTepoHa, KOHIIEHTPAIIUA KOTOPOT'O COCTABUJIA
3527 um/n, uTo B 3 pasa BbIllle HOPMBI. Ha ocHOBaHUU
IUHAMUKU KJIMHUKO-JIa00PATOPHBIX AAHHBIX OBLI IIOCTaB-
JIeH AUAaTHO3: IICEBAOTUIIOATBI0CTEPOHN3M. ['OpMOHATBHEIE
mpenaparsl ObLIN OTMeHeHbI. Pe6eHKY Ha3HAUEHO IIOCTOSH-
HOe BBIIaWBaHUE COJIEHON BOJOU (CyTOUYHasA IOTPEOGHOCTH
B HaTpum 3—4 MMOJIb/KI, 1 MMOJIb HATPUS COLEPIKUTCA
B 6,5 MJ MBOTOHMYECKOTO PACTBOPa HATPUA XJIOPHUIA) U C
YIIyUIlleHueM KJINHUYECKOTO COCTOSHUA OH OBLI BRIIMCAH C
peKoMeHganveil HaOII0IeHNA SHIOKPUHOIOTOM.

OmnucaHHBIN CIyYaill CIY:KUT JeMOHCTpPAIlueil TPYIHO-
CcTell AMAarHOCTUKY PeIKUX FeHeTUUYeCKUX O0OJIe3HEI U MOXKET
IOMOYb TIeJUaTPy P OIIpeieIeHUY TAKTUKHU BeJIeHUs 000~
HBIX TTAIMeHTOB. MOYKHO IIpeoIaraTh HAIM4me y Habrroae-
moro Hamu pebenka [IT'A tuma 1, BeposTHO, ayTOCOMHO-I0OM-
HAHTHBIN BapuwaHT. [[yd yTOYHEHHMA OuarHosa Heo0XoauMa
KOHCYJIbTAINA KJINHAYECKOI'0 TeHeTUKA U IIPOBEIeHNe CIIeI1-
TbHBIX UCCJIeMOBAHUN [IJIST BEISBJICHUST BOSMOYKHBIX MYTAIMiT
MLR y npoGaHza 1 ero 0IMKafIInX POACTBEHHUKOB.
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