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BAPTTEP CIHOPOM Y OETEN

J.G. Leviashvili, N.D. Savenkova
BARTTER SYNDROME IN CHILDREN

'Kadepnpa dakynsreTckoit neamnatpumn CaHkT-NeTepOypckoi neanaTpmyeckon MeanumHCKon akagemmn, Poccust

PEDEPAT

JaHHbI 0630p sBnseTcs 0606LeHNEM COBPEMEHHbIX NpeacTaBneHnin o baptrep cuHapome — Tybynonatum ¢ ayTOCOMHO-
peueccuBHbLIM TUMOM HacnenoBaHus, HapyLleHnem cuctem TpaHenopTa K, Na, Cl B aucTanbHOM KaHasbLe B TOJICTOM BOCXO-
nsuiem koneHe netnm feHne. O606LLEeHbI AaHHbIe 0 MexaHu3max perynaumm TpaHcnopTta K, Na, Cl, natoreHeTnieckmx u knm-
HNYECKMX 0COBEHHOCTSAX, PACCMOTPEHbI AMArHOCTUYECKNE airOPUTMBI, MOAXOAbI K Tepanuu bapTrep cuHapoma y oeTeil.

KnioueBblie cnoBa: neTtu, novyeyHble KaHasbLeBble HapyLeHus, TybynonaTus, neamatpuyieckmin baptrep cMHapom, rmnoka-
NMeMMYecKnin ankanos.

ABSTRACT

This review is a generalisation of modern conceptions about Bartter Syndrome — autosomal-recessive tubulopathy with impairment
of K, Na, Cltransport system in distal tubule in the thick ascending limb of Henle’s loop. Data about K, Na, Cl transport regulation
mechanisms, pathogenic and clinical features are generalized. The diagnostic algorithms and approachs to the treatment of

Bartter Syndrom in children are presented.

Key words: children, renal tubular disorders, tubulopathy, pediatric Bartter Syndrome, hypokalaemic alkalosis.

OIIPEJAEJIEHUE: baprrep cunnpom (Bartter
Syndrome) — TyOysonarusi ¢ ay TOCOMHO-PEIIeCCUBHBIM
THUIIOM HacJIe/JOBaHUs, HApYILIEHUEM CHCTEM TPaHCIIOp-
ta K, Na, Cl B auicTalbHOM KaHaJbIle B TOJICTOM BOC-
XoJslIeM KojeHe neTiu ['eHne, nposBisomasics xa-
paKTepHBIMH METAa0ONMYECKUMU HAPYIICHUSIMU: TH-
MOKaJIMEeMHUeH, MeTabOIMYeCKUM aJIKallo30M, TUIep-
pEHUHEMUEW, TUEPIIA3UEN IOKCTAITIOMEPYJIAPHOTIO
anmnapara, TUIepaibJI0CTepOHU3MOM, Y HEKOTOPBIX
MMarMeHTOB TUIIOMarauemuei [ 1-7].

Hcemopusa eonpoca: baptrep cunapom (Bartter
Syndrome) Ha3Ban B uectb Frederic Bartter, koTopsiii
BMecTe ¢ Pacita Pronove nepBbim omnucai ero B 1960 .
nl962r[3,8,9,10].

Yacmoma ecmpeuaemocmu. PactipocTpaHeHHOCTh
Bbaptrep cunpoma cocrasnser 1 Ha 1 000 000 Hace-
nenus [11].

Tepmunonozus. B nuteparype yailie HCTI0Jb3YIOT-
sl pa3Hble TEPMUHBI, IPECTaBIeHHbIE B Ta0. 1.

KITACCUOUKALIMA BAPTTEP CUHIPOMA:

* BposkaeHHBIl: MEpBUYHBINA, TEHETHUECKU 00Y-
CJIOBJICHHBIM.

* [IproOpeTeHHBIN: BTOPUYHBIN B CTPYKTYPE IpY-
IUX CEMEHHBIX 3a00JICBaHUN TTOYCK.

JleBnammBumu XK.I. 1941000, Canxt-IlerepOypr, yoi1. JIutoBckas, . 2. Ka-
denpa daxynsrercroii nequarpuu ['bOY BIIO CITIBI'TIMY Munsnpas-
coupassurus Poccun. Ten. 952-98-09. E-mail: jannalevi@Gmail.com

Bonee moapoOHas knaccudukanus baprrep cuH-
npoma 1o Y.Sardani, K.Qin, M.Haas et all. (2003) mpu-
BeJieHa B TaOi. 2 [1].

H.W. Seyberth (2008) npeacraBui KIUHHKO-
reHeTH4YecKre 0COOEHHOCTH TyOyNIONaTHH C BEAYILIUM
CHHIpOMOM rumnokanmuemud (tadim. 3) [12].

HopManibHBII TpaHCIIOPT HOHOB B MEAYJIAPHOU
YacTH TOJICTOTO BOCXOJSIIEro KojieHa metinu [enie
IIPOXOAMT B CIIETYOILEH [TOCIIe0BaTeIbHOCTH. TpaHc-
MopT HOHOB Na* TPOUCXOIUT MPOTHUB IEKTPOXUMHUYE-
CKOTO TPaJIMEHTA 32 CUET SHEPIHH KJIETOYHOTO MeTa-
0onm3ma, ipu yuactuu pepmenra Na*, K'— ATdDa3wl,
ucnonesyromiei suepruro AT®. Dtot hepmeHT Haxo-
IuTcs B Oa3anarepanbHol MeMOpaHe KIIeTKH, o0ecrie-
yuBaeT TpaHcnopT Na' u3 KJIeTKH B KPOBb U MOCTY-
TuieHre u3 Kposu B kieTky K™ [13, 14]. B kpoBu koH-
neHTparys Na* Bellie, 4eM B )KUIKOCTH, HaXOISIICH-
Cs1 B IPOCBETE KaHAJIBIIECB, TOATOMY peadcopOivst Na*
OCYUIECTBIIAETCA aKTHUBHO NPOTUB T'PaJUEHTa dIIEK-
TPOXUMHUYECKOTO MoTeHIuana. (I'pagueHT KoHIeH-
Tpanuu HaTpusi 0OyCJIOBJIEH HENPEeCTaHHBIM AKTHB-
HBIM BBIBEJICHHEM HATpHUs U3 KJIETKH BO BHEKJIETOU-
HYI0 JKUIKOCTH ¢ momotbio Na*, K'— AT®a3s1, moka-
JM30BaHHOM B MeMOpaHax kieTkn). M3 mpocsera ka-
Haibla Na* BXOIUT B KJIETKY 110 HATPHEBOMY KaHAITy
WM TIPU YYacTUH TpaHcropTepa. BHyTpeHH:s yacTh
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Tabnuua 1
TepmuHonorusa Baptrep cuHgpoma
B oTeuyecTBeHHOM nuTepaTtype B 3apybexHoi nutepartype
BapTTtep cnHgpom Bartter Syndrome
AHTeHaTanbHbIN BapmaHT cuHgpoma baptrep Bartter Syndrome antenatal hypercalciuric form hyperprostaglandin — E
HeoHatanbHbI BapTTep cuHAPOM C HedpokasbUMHO30M | syndrome

mnepnpocTtarnaHavH — E cuHopom
fMnokanMemMmnyecknin ankanos ¢ runepkanbunypuen
Knaccuyeckuin BapnaHT cuHapoma baptrep
MHbaHTUNbHBbIN BapmaHT cuHapoma baptrep
C rnyxoTomn

Cuinppom baptTep | Tvn

Cuinppom baptrep Il Tvn

Cunppom Baptrep |l Tun

Cuvinppom baptrep IV

Cuinppom baptrep IVB tvn

Cvinpgpom bapttep V tmn

Cvingpom MTenbmaHa

Bartter Syndrome | type

Hypocalemic alkalosis with hypercalciuria
Bartter Syndrome Il type Includet
Hyperprostaglandin-E syndrome

Bartter Syndrome Ill type

Bartter Syndrome Classic

Bartter Syndrome IV type

Bartter Syndrome IVB type

Bartter Syndrome V type

Bartter Syndrome Infantile with sensorineural Deafness
Gitelman's syndrome

Tabnuua 2
N3BecTHbIE CnyYyan 4aCTUYHOIO WU NOJIHOIO
Bartter-dpeHoTuna
[SardaniY,, Qin K., Haas M. et all. Pediatr Nephrol
(2003) 18: 913-918]

|. BpoxaeHHbIN
A. lNepBUYHOE reHeTUHYECKOE HapYyLLUEHNE
1. bBapttep cuHagpom, HeoHaTanbHasa dopma:
a)  myTtaumm Na-K-2Cl koTpaHcnopTepa ( XpoMoco-
Ma 15q15-g21);
b) myTaumm ROMK 3aBMCMMOro MOHHOrO KaHana
(xpomocoma 11g24- g25)
(y adpurkaHO-aMepnKaHCKNX HOBOPOXAEHHbIX);
¢) CIC-Kb myTtaumm (xpomocoma 1p36);
d) Bartin myTaumm (xpomocoma1p31)(accoummpoBaH-
HbI C HEMPOCEHCOPHOM MNYXOTOWN).
2. bapTTep cnHapom, aetckme GopMbi:
a) mytaumn CIC-Kb (xpomocoma 1p36);
b) To4eyHble MyTaumMmn aHrMOTEH3MH - Il peuenTopa;
3. Cungpom Mtenbman:
a) mytaummn Na-Cl koTpaHcrnopTtepa (xpomocoma 16g13);
b) myTtaumn CIC-Kb (xpomocoma 1p36) (B coveTaHum ¢
deHoTunom Bartter);
C) ayTOCOMHO-A0MMVHAHTHbIN BapuaHT?
d) Gullner cuHapom ?
B. BTOpWYHbLIN B CTPYKTYPE APYIrMX CEMENHbIX NOBPEXOEHUN
noyek:
1.  HedponaTn4eckmn LUCTUHOS;
2 Kearns-Sayre cuHapom;
3. Menke’s Kynky hair curgpom;
4 cemMenHas Amcnnasns rnoyek.

1. Mpro6peTeHHbI
A. NHOyUMPOBaHHLIN iekapcTBamMm
1. pnutenbHas guypetTudeckas Tepanus
2. aMUHOMUKO3nAabl
3. xumuoTepanus
B. AtnnnyHas salt-wasting (constepsioLlas) HedponaTtums
1 ayTOMMMYHHbIE HapyLleHns — cuHapom Sjogren (LUe-
rpeHa)

KJIETKH 3apspKEeHa OTPULATENIbHO, MOJIOKUTEIbHO 3a-
pskeHHbI Na' oCTynaeT B KIETKY 110 TPaJUeHTy Mo-
TeHLMAaJIa, IBIKETCSl B CTOPOHY 0a3alibHOM I1a3Maru-
YeCKOM MeMOpaHbl, yepe3 KOTOPYIO HATPUEBBIM HACO-
COM BBIOpAChIBAETCSI B MEKKIIETOUHYIO KHUIKOCTb. Pe-
abcopOuus XJopuaa HaTpUsl OCYIIECTBISIETCS € yJa-
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ctreM Na-K-2Cl korpaHcmopTepa, KOTOPBIA PeTyITHpy-
eTCsI HU3KOH BHYTPUKIIETOUHON KOHIICHTpanuen Na';
K*; 2CI". Hu3kas BHYTPUKJICTOUHAS KOHIICHTPAITUS
TOJI/IEP>KUBACTCS CIEAYIOINMHU MEXaHu3MaMu: 0a30-
narepanbHeIM Na/K-HacocoMm (Na-K — ageHo3nH Tpu-
docdaraza), 6azomarepanpabM Cl-kanamom (CIC-kb),
n ankanbHBIM K -kanamom ROMK (AT®-3aBucuMETi
oemok K*-xanamna) [15—17]. Kamuit (K), B ommrane ot
Hatpus (Na*), KIeTKH KaHaJIbIICB MOXKET HE TOJIBKO pe-
abcopOMpoBaTh, HO M CEKPETHPOBaTh. [Ipu cexperu
K u3 MeXKIEeTOYHON >KMIKOCTU MOCTYNAeT B KJIET-
Ky 4depe3 0a3zanpHyIo IIa3MaTHIeCKyI0 MeMOpaHy 3a
cuét padborsl Na/K-Hacoca, a BEIACIACTCS OH B TIPO-
CBeT He(ppoHa Yepe3 anmnKaIbHYIO KIICTOUHYI0 MeMOpa-
HY TTAaCCHBHO. DTO 00YCIIOBICHO yYBEIIMUCHUEM KaJTH-
€BOH MPOHUIIAEMOCTH MeMOpaH W BHICOKOH BHYTPH-
KJIeTOUHOM KoHIeHTpanuen K™ [13, 15, 19].

Xiop (Cl)) BEIXOOHUT W3 KIIETKH depe3 Oa3oliare-
pajbpHBIC XJIOpHBIE KaHaIbl, korna K™ mocrymaer 00-
paTHO B MPOCBET KaHaibIa depe3 K -kanam ROMK.
(ROMK wmarnéupyercs Ca — 49yBCTBUTEILHBIM pe-
merrropom CaSR). Na¥, K¥, CI' mocTymaroT B KJeT-
Ky uepes anukaiabHBIN KoTpancnopTep Na-K-2Cl, uc-
MTOJIB3YS TIOJIOKUTENBHBIN Na ™-TpaJieHT, co3maaBac-
MbIit Na*, K™-AT®-a30i1. [1010KATETBHBIN 3JIEKTPH-
YeCKUU 3apsj o0ecriedynBaeT MacCUBHYIO TPaHCKJIe-
TOUHYI0 peabcopbuuio kampuust (Ca?* u Mg'. Tpanc-
wierouHas Ca’’- u Mg -peabcopOuust MPOUCKOIUT TT0
MaparneuTIoIIPHOMY TIPOTOKY 4epe3 TUIOTHOE MEX-
kietounoe coexunenue (Claudin) , ympasmsemoe
MIPOCBET-MO3UTUBHBIM OTSHIINAIOM, OCHOBAHHBIM Ha
acummeTpraHoit peadbcoporm Na™ 1 2C1 mo NCCT-u
ROMK -kanamam [14, 15].

ITATOI'EHE3. Ilpu baprrep cunapome ycTaHOB-
JICH TIEPBUYHBIA Ae(PEKT B OJHOM M3 TPAaHCIOPTHBIX
MEXaHHM3MOB, YIacTByIOMUX B peadbcopommu NaCl B
nieTse [ ense 1 AUCTabHBIX KaHATbIIAX COOTBETCTBEH-
HO. Peabcopommst NaCl B memite I'enne urpaer 1ieH-
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HacnepcTtBeHHble TyOynonaTtum ¢ runokanmemMmuven
[Seyberth H.W., 2008]

Tabnuua 3

KnuHunyeckoe HazeaHue/ Clinical
presentation

DyHKUMOHaNbHbIE HapYy-
weHus/functional studies

AHTeHaTanbHbI BapTTep cuHapom
(fmnepnpocTtarnaHavH — E-cuHopom)
Antenatal Bartter syndrome
(Hyperprostaglandin — E-syndrome)

KoHueHTpaunoHHasa cno-
coBHOCTb, OCMONSAb-

HOCTb CHM>EHbI

AHTeHaTanbHbI BapTTep cUHAPOM
Bartter Syndrome antenatal

KoHUeHTpaumoHHas cno-
COOHOCTb, OCMONANb-

HOCTb CHVXKEHbI

Knaccuyeckuin bapTtTep cuHopom
Classic Bartter syndrome

KoHueHTpaunoHHas cno-
coBHOCTb, OCMONSAb-

HOCTb CHMXXEHbI

AHTeHaTasbHbI BapTTep cnMHapom (ru-
nepnpocrtaraHavH — E-CMHAPOM) C Hel-
POCEHCOPHOW rMyx0TOoNn

Antenatal Bartter syndrome (Hyperpros-
taglandin E syndrome) and sensorineural
deafness

KoHUeHTpaumoHHas cno-
COOHOCTb, OCMONANb-

HOCTb CHVXKEHbI

BapTTep cuHapom (runepnpocrarnaH-
AnH — E-cuHapoM) ¢ HEMPOCEHCOPHOW
rnyxoton Antenatal Bartter syndrome
(Hyperprostaglandin E syndrome) and
sensorineural deafness

KOoHueHTpaunoHHasa cno-
coBHOCTb, OCMONSAIb-

HOCTb CHMXEHbI

BapTTep cuHapom ¢ runokansumemmeit
Bartter syndrome with hypocalcemia

KoHUEeHTpaumoHHas cno-
COOHOCTb, OCMONANb-
HOCTb CHUXEHbI

. leH BanaHus/ | MpoaykT reHa/
3aGonesarine/Disorder Gene affected | Gene product
BapTtrep cuHgpom Tun | SLC12A1 NKCC2
Bartter syndrome
type |
BapTTtep cungpom tun i KCNJ1 ROMK
Bartter syndrome type Il
BapTtrep cungpom Tun lli CLCKB CLC-Kb
Bartter syndrome type llI
Baptrep cungpom Tmn IV | BSND CLC-Kau CLC-
Bartter syndrome type IV Kb Barttin
(B-subunit of
CLC-Ka and
CLC-Kb)
Cunpgpom Baptrep Tun IVB | CLCNKA CLC-Ka CLC-
Bartter syndrome type IVB | CLCNKB Kb
Cunpgpom Baptrep Tuin V. | CASR ren CaSR
Bartter syndrome type V
CuHapom tenbmaH SLC12A3 NCCT
Gitelman's syndrome

[MTenbMaH CMHOPOM
Gitelman syndrome

KoHueHTpaunoHHas cno-
Cco6HOCTb B HOPME 1NN
cnerka CHMXeHa, OCMO-
NISAIBHOCTb CHUXEHA

TPaNbHYIO POJIb B CO3AaHUH MEIYJUISPHOTO TPaIH-
€HTa KOHIEHTPAIlMH, HEOOXOMUMOM /IJIsi BBIBEICHUS
MaKCUMAaJIbHO KOHIIEHTPHPOBAHHON MOYH B MIPHCYT-
CTBUH aHTHAWypeTuIeckoro ropmona (A1) [16]. Ha-
pyIIeHHe KOHIIEHTPAIIMOHHON CITIOCOOHOCTH U TIOJH-
ypus ipu bapTTep cuHapoMe CBsI3aHO ¢ HAPYIIEHHEM
Tpancmopta Na* B memite [ eHite, 9To MPUBOANT K pas3-
BUTHIO XpPOHUUECKOM runokanuemMun. Hapyuienue pe-
abcopommm NaCl B metie ['enmne oOycaBnuBaeT CHU-
YKEHHE O0CMOJISUTPHOCTH KaHAIBIINEBOH )KUIKOCTH, a B
OTCYTCTBUH aiekBaTHOM cekpernu AJII” crmocoOcTByeT
BBIBEJICHUIO THITOTOHUYHOW Moun. Hapymrenne pead-
COpOIMH XJIOpHAa HATPHSI IPHUBOIUT K TUTIOBOJIEMHH U
AKTHBAIIMY PEHWUH — @aHTHOTEH3WH — aJIbI0CTEPOHOBON
cucreMbl. B nonoiaHeHue k runoBosieMuu npu baprrep
CHHJIPOME OTMEYEHO YBEIMYEHHE NpocTarianauta E,
(cocymopacImmpsronuX NpocTariananaoB). CUHTE3
no4yeynoro npocrarianauua E, (PGE,) snaunrens-
HO TIOBBIIIEH TIpH baptrep cunapome (tum I, 11, IV u
IVB) ¢ mposiBieHreM BO BHYTPUYTPOOHOM TIEPHOIE
WM Y HOBOPOXKICHHBIX TSHKETIBIM T€YeHHEM 3a0oJie-
Banms [20-22]. ['umrepanpmocreponn3M npu baprrep
CHUHIPOME SIBJISICTCSI BTOPUIHON (POpMOH B pe3yibTa-
T€ COKpamieHns o0beMa BhIIeIsIeMoro pennHa. Jimm-
TeNbHAs CTUMYIISINS CEKPEeINH PeHNWHA TPOCTarIaH-
nunamu PGE,, PG, mpuBOIMT K rMIIEPILIa3Hu FOKCTa-

TJIOMEPYJISIPHOTO anrapara; pa3BUBacTCs THIIEPPEHU-
HEMUsI, TOBBIIIAETCS YPOBEHb aHTHOTeH3MHa [I B kpo-
BU. OJTHAKO CTUMYIIUPYIOILEE IeHICTBUE aHTMOTEH3HHA
II Ha KOpy HaATIOUEUHUKOB HUBEJINPYETCS TUTIOKAJIME-
MHEH, T03TOMY YPOBEHb ajbJ0CTEPOHA NpH bapTTep
CUH/IpOME IOBBIIIAETCA YMEPEHHO. BazonpeccopHo-
My 3¢ dexTy n3dbiTka anrnorensuna Il nporusoneii-
CTBYET BBICOKMI YPOBEHb MpocTarananna I,. Y na-
LIMEHTOB ¢ bapprep cuHIpPOMOM apTepuanbHOE J1aB-
JIEHHE OCTaeTCs HOPMaJbHBIM, XOTS OTMEUEHa TEH-
JeHIMs K aprepuaibHoii runotensuu [11]. PGE, ne-
MOCPEICTBEHHO CTHUMYJIMPYET OCBOOOKICHHUE PEHU-
Ha M3 IOKCTAarJIOMEPYJISIPHBIX KJIETOK U CIIOCOOCTBYET
SIIEKTPOJIMTHBIM HapyLICHUSIM, HAOIIOAAIOLIMMCS IPH
Baprrep cunnpome [20]. D10 BaskHO, TaK KaK MHTHOU-
TOPBI CUHTE3a IPOCTArIaHJMHOB (HECTEPOUIHBIE TIPO-
THUBOBOCHAJIMTEIbHBIC IIPeiaparhl) HOPMAIU3YIOT KIIH-
HUYECKHUE U JJabopaTopHble HapyleHus npu baprrep
CHHIpPOME 3a HCKJIIoYeHueM peadcopouuu Na* [10].
Camxenne peabcopouuu Cl- u, coorBeTcTBeHHO, Na*
B nieTie [ eHse yBenuunuBaeT nocTyruieHne Na' B auc-
TaJbHBINA 0TaeN He(poHa U ycunuBaeT Na'-K*™ oOmen
B 3TOM OTzeNe. B pe3ynbrare yBenuuuBaeTcs cekpe-
st K* B iucransHOM u3BUTOM KaHanble. Ca?' u Mg*
MacCUBHO peadcopOUpyeTcsi B TOJICTOM BOCXOSILEM
kosieHe retiu [enne. B pesynbrare sxckpenust Ca?* ¢
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MOYOM OCTAeTCs HOPMaJIbHOM WIIM MMOBBILIEHHON MTPU
Bbaprrep cunapome. CoueTanue BTOPUIHOTO TUIEPAIIb-
JIOCTEPOHU3MA, YBEJINYCHUE TUCTATBHOU HKCKPELUU
Na*, K*, CI, cekpenuu HOHOB BOJOPO/a B JUCTAIb-
HBIX KaHaJblaX MPUBOAUT K TMIIOKAIMEMUN U METa-
Oonmueckomy ankaiosy [16]. Hapymenue peadcop6-
uuu NaCl B Meqy/uisipHO# TOJICTOM BOCXOASIIEH Ya-
ctu et [enne o0ycaoBIMBaeT KIMHUYSCKUE OCO-
6ennoctu bapprep cunapoma [7, 11, 16].

Brigenstor mects nogTunos baprrep cunmpoma
(L 1L, I, IV, IVB 1 V), COOTBETCTBYIOIIHX MIECTH T'e-
HetndeckuM nedexram: NKCC2; ROMK; CLC-Kb;
CLC-Ka; CASR; NCCT [16].

BAPTTEP CUH/JIPOM THUII I, antenaranbHbIi
BApHUAHT, ¢ TUIEPKAJIBLUYpPHUEH, THUIIepIIpOCTaIIaH-
1l — E-cunnipom (OMIM 601678).

AmnTeHaranbHbIi cuHapoM Bartter Tun I (Antenatal
Bartter syndrome type I) o0ycnosnen myTauueii B reHe
SLCI2AI, kapTupoBaHHOM Ha Xpomocome 15q15-q21,
KOJUpYFoIieM OyMeTaHH]l — 4yBCTBUTEIbHBIN Na-K-
2Cl korpancnoprep NKCC2, (SLC12A1; 600839).
NKCC — TpaHcnopTHbIii 0€JI0K, OCYIIECTBISIFOIINI
Tpancnopt noHoB Na*, K™ u 2CIl" yepe3 kieTouHyI0
MeMOpaHy, TO3BOJISIET COXPAHUTH I'PAIMeHT 3JIEKTPO-
HerTpanbHocTH (1Na™: 1K*: 2CIY), sBisiercst ocHOB-
HBIM TPAHCIIOPTHBIM OeJTKoM, peabcopOupyrommum Na*
B kietkd. NKCC1 BcrpeuaeTcst BO MHOTHX OpraHax,
0COOEHHO B PK30KPHHHBIX JKEJIe3aX, a TAK)Ke B HEKO-
TOPBIX PErMOHAX MO3ra Ha PAHHUX CTAIUSAX Pa3BH-
tus [3, 19]. NKCC1 neobOxoaum Jyist co3aanus Oora-
TOHW KaJeM 3HJ0IUMQBI, 3aMOJHSIOIEH YacTh yIHT-
ku, oprana cinyxa. Marubuposanne NKCCI1 moxer
npuBecTH K rryxore [16]. NKCC2 aBnsercst ocHOB-
HBIM TPAHCIIOPTHBIM OeJTKoM, peabcopOupyromum Na*
B KJIETKH, B TOJICTOM BOCXOJSIIEH 4acTU neTiu [ eH-
ne. Baytpu kietok NKCC2 HaxoquTcst B alMKaaIbHON
MeMOpane [11]. Moua B TOJICTOM BOCXOJSIIIEM KOJIe-
He neTu [ eHne uMeeT OTHOCUTEIbHO BBICOKYO KOH-
LIEHTPALMIO HATPHSI.

BAPTTEP CUH/IPOM THUII 1I, anteHatanbHbIA
BapHaHT, C TUIIOKAJINEMHEN, aIKaJI030M U FHIIepKab-
uuypueit (OMIM 241200).

AmnTeHaranbHbli Bartter cuaapom tur 11 06ycios-
neH myrtanueil B AT® — yyBCTBUTENBHBIX KaJUEBBIX
kanaiax ROMK (KCNIJ1; 600359). YcraHnoBieHsl
myTauuu B rene KCNJ I, kapTupoBaHHOM Ha XpoMo-
come 11924, kogupyrommii AT®-3aBucumbiii 6e0K
K*-xanana (ROMK). Koguposannsiit AT® —qyBcTBH-
TenbHBIN KanueBblil kaHa (ROMK) urpaer Baxnyro
pOJIb B rOME0CTa3e Kajusl, MpensTcTByeT Boixony K*
U3 KJIETKH 00paTHO B MPOCBETE KAHAJIBLEB, C IMOCIIE-
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nyromum topmokenneM Na-K-2Cl korpancrnoprepa
B TOJICTOM YacTH BOCXOJSILEro KojeHa metiau [ense
[23]. AnTenaransubiii cuaapom baprrep I u Il Tunos
MPOSIBIISICTCS. BO BHYTPUYTPOOHOM TIEPUOE TSAKEIbI-
MU HApYUICHUSMU B BUJIE MOJIUYPUH, IPUBOMASILEH K
MHOTOBONIUIO (24—30-51 Hemenu recraruu) BO BpeMs
OEpEMEHHOCTH U TIPEXKJICBPEMEHHBIM pojiaM. B am-
HUOTHUYECKON KUJIKOCTU OMPENETSIOT BHICOKOE CO-
nepxanue Cl [24].

Knunuueckue npossnenus. Ilocne poxneHus y
MJIaJICHIICB Pa3BUBAIOTCS TUIIOKATUEMISI, META0O0H-
YECKUM aikano3, Moauypus, runepkaibiuypus. Co-
CTOSIHUE MUIAJICHIICB TsDKEI0e, 00yCIoBIeHHOE 00e-
3BOKUBAHUEM, SJICKTPOIUTHBIMU (TUITOKATHUEMUSL, TH-
MOXJIOPEMUSI, TUTIOHATPUEMHUS) U META0OTHYECKUMU
HapyLICHUsIMH (METabOIMUECKUil ankaios), AUCTPO-
¢ueit o Ty runoTpodun. XapakTepHbI MbIIICUHASL
TUIIOTOHUS, BIUIOTH IO TUITOKAIMEMHUYECKUX Mape30B
U mapainyel, TunoKaIbueMUYeCKUE MOIePTUBAHU
MBI, ApTepuanbHas TUIEPTEH3Us OTCYTCTBYET. 3a-
0oJieBaHUE TPOSBISICTCS Y HOBOPOXKICHHBIX M TPYJI-
HBIX JICTeH MOINYpHUEH, MONUIUNICUEH, TEPUOINUECKI
BO3HMKAIOILMMU PBOTOM, aHOPEKCHUEM, THMAapEEi, BE1Ly-
UIUMU K JeTUIpaTalld, TUIOKATIMEMUYECKUM Tape-
3aM, cygoporaM. B kadecTBe mpuuMH CynOpor y Je-
Tel PacCMaTpPUBAIOTCS AJNKAJNI03 U TUIMOKAIbIUEMHUSL.
BenencrBrue runepkanbIiypun pa3BUBaeTCs HEPpo-
KaJIbLIMHO3. [ UMoKaabIMeMUYeCKU BapuaHT paxu-
Ta JUArHOCTUPYIOT y NleTel panHero Bospacta. Ilpu
00cJIeTOBaHUN HAXOSIT TUIIOKATHEMHUIO, THITOXJIOPE-
MHUIO, TUTIOHATPUEMHUIO, TUIIOKaIbLeMuto, cisur KOC
B CTOPOHY METa0O0JIMYEeCKOTO ajIKalio3a, TUIIePIPOCTa-
manguaemuio E. Dxckperus K¥, Na*, Cl, Ca*', npo-
crarmanauna E, ¢ Mmo4oit noseimenst. IIpu Mmopgosto-
THYECKOM HCCIICIOBaHUH He(hPOOUOIITATOB MAI[IEHTOB
¢ baptrep cunapOMOM 0OHAPY)KHUBAIOT: THITEPILIA3UIO
KJICTOK FOKCTArIIOMEPYJISIPHOTO arrapara, TyOyIsipHy o
arpo(uIo, MHTEPCTUMATIBHBIN GUOPO3, HEPPOKaIb-
unHo3. [IpeHaTanbHas JUArHOCTHUKA 3aKIIIOYAETCS B
ONPECICHUH B AMHUOTHYECKON JKUIKOCTH BEICOKOTO
conepxanust Cl” mpu HOpMalIbHOM cojiep:kaHuu Na*,
K", Ca?" u npocrarnanauna E [24].

BAPTTEP CUHAPOM THUII III, «knaccuueckuii»
BapuaHT baprrep cunapoma (OMIM 607364).

[Tpu kaccuueckoM BapUaHTE BBISBICHBI My TALlUH
Brene CLCNKB (602023), kapTupoBaHHOM Ha XpOMO-
come 1p36, kogupyrorem CLC-Kb, 6enok CL-kanana,
YTO MPUBOAMT K HAPYILIECHHUIO BBIXOJA U3 KIETKHU XJIO-
puna, ¢ nocaeayrommmM topmokenneM Na™-K*-2CI™ ko-
Tpancnoprepa [15]. B peabcop6uuu Cl urparor posib
HECKOJIbKO pa3NuuHbIX Oa3onarepaibHbIX Cl-KaHaIoB:
CLC-Kb, CLC-Ka [26-30]. Knaccuueckas ¢opma
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baprrep cunapom, tun III, mposBisieTcs B paHHEM,
JIOLIKOJIBHOM M HIKOJIBHOM BO3PacTe I'MIIOKaIUEMHU-
eil, MeTaboMMYeCKUM aJIKajJ030M, THIIEPKaJIHypUeH.
YMepeHHas creneHs TshxkecTd cunapoma baprrep 11
TUIa MOXXET OBITH cBsizaHa ¢ n30bITKOM Cl-KaHalloB
B KJIETKaX TOJICTOM BOCXOIAILEl yacTu netinu [ene.
Xotst nmotepst aktuBHOCTH CLC — Kb mpuBout k 60-
ne3HH, corryTeTBytomias aktuBHocThs CLC — Ka Topmo-
3UT nporpeccupoBanue 3adonesanus [ 16]. Knaccuue-
cKkuil BapuaHT bapTrep cuHapoma npoTekaeT 0e3 He-
(dpoxasbHO3a. 3HAUYUTEIbHAS TUIIOKAIMEMHS 00Y-
CJIaBJIMBAET U3MEHEHMsI B MHOKap/ie, HApYLIEHUE PUT-
Ma cep/la, MO3TOMY B JUarHOCTHYECKOM IJIaHE BaX-
Ho nposenenne JDKI, onpenenenne K* B kposu. Ilpn
XPOHMYECKON THITOKAJIMEMHUH Y AETEH ¢ KIIacCCHYEeCKUM
BapTrep cuHIpOMOM 4acTo TMAarHOCTUPYIOT ApUTMUN
cepaua. ITo3gHue nposiBieHUs1, KOTOPBIE OITUCAHBI IIPU
baprrep cunapome 111 T, BKIIIOYAIOT IPOTEUHYPUIO
u HapymeHus QyHKImu nodek [7, 13, 24, 31, 32, 34].

BAPTTEP CUHJIPOM THUII1V; IVb; undantuib-
HbII BapuaHT, baprrep cunapom tun IV ¢ HelipoceH-
copHoii tiryxortoit (OMIM 602522, 613090 ).

[Tpu Baptrep cunapomax tum IV; IVb ycranosie-
Hel MyTauuu B BSND, kopupyromue 6enok «Barttiny
(B-cyowenunnna 6aprrun) CLC-Kb u CLC-Ka kana-
JIOB, PAaCHOJIOKEHHBIX Ha O0a3anbHOl MmemOpane TAL
U STIMTEJINU BHYTpEeHHeTo yxa. HpaHTuIbHBIN Bapu-
ant baprrep cunnpoma onrcan H.W.Seyberth u coasr.
(2008) [12]. Landau u coasr. (1995), dmun B.B. (2003)
omucain y nereil ¢ nudanTuibHbIM baprrep cunapo-
MOM HeipoceHcopHyto miyxory [35, 36]. CLC-Ka u
CLC-Kb npencraBneHsl Takke BO BHYyTPEHHEM yXe
(TpaHCIIOpPTHPOBKA HOHOB B COCYAMCTOM MOJIOCKE BHY-
TPEHHEr0 yXa) U JIOJDKHBI B3aMMOACHCTBOBATh C JpYy-
MU TpaHCTIOpTHBIMU Oenkamu (Hanpumep, NKCCl1-
OenkoM Oeta-cyObeuHUIISH barttin), 4TOOBI TOIICPKH-
BaTh BBICOKME KOHIeHTpamu K B snnomumde, koto-
past TpedyeTcst A1 HopMajibHoro ciyxa [16, 37]. [lpu-
YyrHa HHQAaHTUIBHOTO cUHApoMa bapTrep 3akmouaer-
cs1 B MyTaumu reHa BSND, kapTupoBaHHOro Ha XpoMo-
come 1p31, komupyromem npoTenH barttin — KoakTop
CLC-Kb, nnn couerannas myrarusi reHoB CLCNKA
(602024) u CLCNKB (602023). ['eHeTn4eckuii Mmexa-
HU3M, TPUBOSIINNA K KOMOMHUPOBaHHBIM Je(eKTam
B CLC-Ka n CLC-Kb: cyOobeaununa barttin sieisieTcs
B)KHBIM KOMIIOHEHTOM 000MX KaHaJioB. [ledekT, Biu-
SIOIMK Ha cyObequHuIy barttin, CHIKaeT QyHKIUU
o0oux kaHasoB (turn 1V) [26]. MyTaiuu, CHIKaroIme
¢dynkumio kak CLC-Ka, Tak u CLC-Kb, npencrasnenst
¢denorunom 1VD [38]. B nuteparype 10T BapuaHT Ha-
3bIBAIOT V THII, OIHAKO OOJIBLUIMHCTBO TPYII HCIONb-
3yI0T 00O3Ha4YeHue TyOynonaruu baprrep cuHapoma

tma V Ui HalueHToB ¢ MyTanuei peuentopoB Ca*
(CASR). s manmentos ¢ IV v [V Tunom cunapo-
Ma XapaKTepHO TSKEI0e TeueHue 3a00J1eBaHus C IIPOsiB-
JICHUSIMU BO BHYTPUYTPOOHOM Ieprozie HeHpOCEeHCop-
HOH [TyXOTBbI, KOTOpas 00ycioBiieHa feeKTaMu B 000-
ux CLC-Ka- u CLC-K6-kaHajiax OCTHaTaJIbHOM I10-
JIMYPUEH, IOIMIUIICUEH, KaIuilypUel, TUIIOKaIMeMHU-
eif, MeTaboMM4YecKuM ankano3oM. OTCYTCTBYIOT KaJlb-
IUypHsl U HepoKanbLHO3 [3].

BAPTTEP CUHJAPOM V THUII, ayrocoMmHo-
JIOMUHAHTHBIM THUIIOM HacJle[I0BaHUsl, C THIIOKAJIbIIH-
eMUe UM ayTOCOMHO-IOMUHAHTHBIN FHIonapaTupe-
03 (OMIM 601298,146200).

B ocHoBe — mMyTanuum penentopoB KajabIHs
(CASR) [39,40]. CASR-perienTop OTHOCUTCSI K KJIac-
cy C G-0enkoB peLenTopoB, KOTOPBIA UyBCTBUTE-
JIEH K YPOBHIO BHEKJIETOYHBIX MOHOB KaJblus. My-
tauuu ¢ aktuBanueil CASR-reHa sIBISIOTCS MPUYU-
HOM ayTOCOMHO-JIOMUHAHTHOM THITOKaJIbLINEMUH WIN
baprep cunnpom tun V. Myranuu, *HaKTUBUPYIOLLKE
CASR-reH, sBIAIOTCSA NMPUYUHON ceMelHOW rumnep-
KaJbLIMEMHHU (CeMeiHas T0OpoKayecTBEHHAs! TUIIEp-
KaJbLIMEMHS, KaK MPaBHJIO, IPOTEKAET OECCUMIITOM-
HO u He TpeOyert jeuenus) [25]. CASR B ToncTom Boc-
XOJZALIEM KOJIEHE NETIH [ eHile peryaupyer moyeyHsli
tpancnopt Ca** u peabcopouunto NaCl. AxruBaums
CASR nputymser Beixon K* uepes kanan ROMK, a
TaKXe MOXKeT CHU3UTh akTuBHOCTH Na-K-2Cl korpan-
cnoprepa [5, 39,40-42]. Y HEeKOoTOPbIX MAIIMEHTOB My-
tauuu B CASR npuBOAAT K MSTKOW M yMEPEHHOH I10-
yeuHoii notepe NaCl, k cokparieHno oobeMa 1 MoBbI-
LIEHHIO YPOBHEN abI0CTepoHa U peHHuHa. [loueunas
norepst K* siBisieTcs npuunHON runokaiueMnn, MeTa-
Oosmyeckoro aikanosa, co3nasas Genorun baprrep
nogo6Horo cunapoma [42]. Ota popma baprrep cun-
JIpoMa OTJIMYAeTCs OT JPYTUX HATWYUEM TMIIOKajlb-
LUEMHH 1 THIIOMAarHUeMHUH, CYI0POKHOTO CHHAPOMA.

Takum oOpazom, baprrep cunapom tuna I, 11, 1V,
1 [Vb 00BIYHO TUAarHOCTHPYIOT B PaHHEM BO3pacTe U
¢ Oonee TspKenbIMU mposiBieHusiMH, Tun 111 n V xa-
paKkTepu3yeTcs yMEPEHHbIMH MIPOSBICHUAMH U M03-
HUM BO3pacToM peOeHKa K Havyaiy 3abosieBanus. Of-
HAKO 3Ta KOPPEJISILNSA MEX/Ty OCHOBHOM reHeTHUeCKON
aHOMaJIMel M KIMHUYECKUM (DEHOTHIIOM HE SIBIISCT-
cs yauBepcanbHoi [13, 32]. s [ u Il Tuna baprrep
CHUHIPOMa XapaKTEPHBI KaJbIHypHsi, HeHpOKaIbLH-
HO3, TUIIOKaJIbIIUEMHUS.

I'MTEJIBMAH CUHAPOM, Gitelman’s syndrome
(OMIM 263800)

Xapaxrepusyercs 0osee MArKoi, uem baprrep cuH-
npoM opmoii 3aboseBanms. YacTora BCTPEUaeMOCTH
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1 a 40 000 nacenenus [11]. Y nanuenTos ¢ ['urens-
MaH CHHIPOMOM BBISIBIICHBI MYTallMX B T€HE, KOAUPY-
IoleM Tuasua-ayBcTBUTENbHBIA Na-Cl koTpaHcnop-
Tep B quctanbHbix kKaHaibiax NCCT (600 968) [43,
44]. CunzapoM nposBisieTcs y AeTel MKOJIbHOIO BO3-
pacrta u 'y nayeHTOB B 3peJIOM BO3pacTe, CBSA3aH C Jie-
(hbexrom peadbcopOimu NaCl B IUCTaIIbHBIX KaHAJbIIAX
(MMUTHPYSI XpOHUYECKHUH IPHEM THA3HIHBIX MOYETOH-
HbIX) [16]. XapakTepusyeTcs: IMIIOKAINEMUEH, 4YacTo
TSDKEJION, M METaOO0INYECKUM AJIKAJIO30M; TIOJIMYPUEH
1 HAKTYPUEH, C HOPMAJIbHOM KOHLIEHTPALIMOHHOM CIIO-
COOHOCTBIO MOYH; TSDKEJION FMIIOMarHUeEMHEH; Cyiopo-
raMi BEPXHHUX M HIKHUX KOHEYHOCTEH; yCTaNoCThIO,
XOHIPOKAJIBIIUHO30M, 33AePKKOM pocTta [7, 45]. Xpo-
HHUYeCcKast TUTIOKaIneMust y ieteid ¢ [ ureapMan cuHapo-
MOM SIBJISICTCSl IPUYMHON BTOPUYHOTO HE(HPOreHHOTO
HecaxapHoro auabera (cM. Tabm. 1). Cynoporu Bbipa-
JKEHBI B BEPXHHUX U HIDKHUX KOHEUHOCTSIX, 00yCIoBIIe-
HBI TUIOKAJIMEMHEH U THUIIOMarHueMueil (BCleICTBUE
MOYEYHOH MMOTepH U CHUXKEHHUS BCACHIBAHUS B KHIIICY-
nuke Maraust) [9]. [1o qaHHBIM JTUTEpATYpBI, TPUOIH3H-
TenbHO Y 10% nanueHToB oTMedeHa TeTaH!sl HA MOMEHT
MOCTaHOBKH AUArHO3a. XOHJPOKAIBLHUHO3 (1ETO3UTHI
KanpLus nmupodocdara u apTput) 00yCIOBICH XPOHHU-
YECKOHU TshKeNnol runomarauemueii [43, 45]. Y nauu-
€HTOB C BBIP@YKEHHBIMHU SJIEKTPOIUTHBIMH TOTEPSIMH,
Kak IIPaBUJIO, CHU)KEHO apTepralibHOe aBieHue [44].
OcCHOBHBIMH J1a00paTOPHBIMH pa3nuuusIMu oT baprrep
CHHJIpOMa SIBJSIIOTCS pe3Kasi TUIIoMar HueMust (Ti1a3MeH-
Has KOHLeHTpauus Mg’ < 0,5 MakB/11 ipu HOpMe > 3,5
MDKB/JT) ¥ TUTIOKaIbIypus (BbiaenaeHue Ca?* ¢ Movoi
< 2 MI/KT/CyT ipu HOpMe 2—7 MI/KT/CyT).

Knuanveckas xapakTepucTHKa pa3IMYHbIX THIIOB
Baprrep cunapoma npuseneHa B Tadi. 4 no M. Peters,
N. Jeck, S. Reinalter u coasr., (2002) [46].

JMATHOCTUKA BAPTTEP CUH/IPOMA

Jluaruo3 craBUTCsl HA OCHOBAHHH:

1. HaTYUS TOMYPUH, TTOJUIUTICHY;

2. IepUOANYECKH BO3HUKAIOIINX PBOTHI, aHOPEK-
CHH, IUapeu, BeAYIUX K JAerupaTalum;

3. TUIIOKAIMEMUYECKUX [1ape30B, THIOKAIbIHEMH-
YECKUX CYA0pOT;

4. camxenns B kpou K-, Na*, Cl, Ca*, Mg";

5. casura KOC B cropoHy MeTabom4eckoro aj-
Kajo3a;

6. yBEJIIMYCHUS PEHHMHA, aJIbJIOCTEPOHA, IPOCTa-
rnanauHa E, B kxposu;

7. moBbieHHo# skckpernuu Ca?’, K* (6onee 20
MMmonb/cyT), Na*, Cl', npocrarnanauna E, ¢ Mo4oii;

8. HOpMAJILHOTO WJIM HECKOJIBKO CHUKEHHOTO A/Jl;

9. OLIeHKH (PyHKIMOHATBHOTO COCTOSIHUS [IOYEK 10
po6e Pebepra, onpenenenus pH Mouu, onpeneneHus
KpeaTHHUHA, MOYEBHHBI, MOUYEBOW KUCIIOTBI;
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10. ocMoTpa okyircTa ( ¢ LeNblo HCKIIOUSHHUS 11a-
TOJIOTHH IJ1a3);

11. BBISIBJICHUS] HEHPOCEHCOPHOH TYTrOyXOCTH;

12. KOHCY/IbTalMy HEBPOIIATOJIOra (3aAep>KKa ICH-
XHUYECKOTO PA3BUTHUS MM YMCTBEHHAs OTCTAIOCTD).

[IpenaranpHast tuarnoctuka Bkitouaet Y31 (MHO-
roBOJlMe) WIN omnpezesieHue anbda-peronporenHa,
aHaIM3a OKOJIOIUIOAHON KHUIKOCTH, KOHIICHTPALH
XJIOpUJIa aMHHOTUYECKON JKUAKOCTH (KOHIIEHTPALHS
Cl' aMHHOTHYECKOM KHUJIKOCTH B HOPME COCTABIISIET
109 mMaKB/71 ipu cpoke OepemenHocTr oT 25 nea u 107
MT-9KB/J1 Tipu cpoke 37 Hen) [47—49].

IF'EHETUYECKOE TECTUPOBAHUE Cuu-
TalOT, YTO MHOXKECTBO MYyTalui, OONbLIONW pazMep
YYacTKOB B T'€HE, BHyTpHUCEMEHAs HEOAHOPOIHOCTD
U BBICOKasl CTOMMOCTbH OIpPaHHYMBAIOT NMPUMEHEHHE
MOJIEKYJISIPHO-T€HETHYECKOTO HccieoBanus [16].

JIU®DEPEHIIUAJILHBIN JIMATHO3

MPOBOAUTCS CPEH CUHAPOMOB, IIPH KOTOPBIX HAH-
OoJiee yacTo BCTpeYaeTcs TUIMOKaTHEMUsI:

- IEPBUYHBIN aJIbIOCTEPOHU3M;

- PEHUH CEKPETUPYIOIIUE OITYXOJIH;

- IOYEYHBIN KaHAJbIEBbIH alu103;

- curpom Jlnamna;

- pPBOTa MJIM OTCACBIBAaHUE >KEIYJOYHOTO COAEp-
KUMOTO;

- riceBno-baprTep cMHAPOM — NMPU3HAKHU TICEBIO-
Baprrep cunapoma BEISBISIIOTCS IPH MyKOBHUCLIMIO3E,
CKPBIBAEMOM JUIUTEILHBIM IPUEME TUYPETHKOB, XPO-
HUYECKOM ITPUMEHEHUH XJIOpAE(HUIIUTHON AUETHI, Oy-
JIMMUH, IEPUOMYECKH BO3HUKAIOLIEH PBOTE, 3710yIO-
TpeOieHUH CabUTeTbHBIMH.

JIEUEHUME BAPTTEP CUH/IPOMA

PexomeHayI0T O€pEMEHHBIM MPU BBIPAXKEHHOM
MHOTroBojue, ¢ 31-ii Hefenn Ha3HauYeHHE HECTEPOUI-
HBIX POTHBOBOCHIANNTENBHBIX Npenaparos (HIIBIT)
JUTsl IOZIABJICHUS] CUHTE3a MpocTarianaria E u cHu-
JKEHMSI CKOPOCTH CEKPELIMY AMHUOTUYECKOM KUJIKOCTU
[49]. Onnako HazHauenue HIIBII sxenmunam Ha 32-i
HeJiesie 0epeMEeHHOCTH MITH TI03Ke MOYKET IPUBECTH K
MIPEKAEBPEMEHHOMY 3aKPBITHIO apTEPUATIBLHOIO MPO-
Toka. Takum 0Opa3om, JieueHHE KEHILUH C TSHKEIbIM
MHorosozueM Bo Bpems I1I TpumecTpa GepemeHHOCTH
TpeOyeT NepHOANIECKOro IpeHaka OKOJIOIUIOAHBIX BOJ
wi ecim ucnons3ytorest HIIBC. Heobxonumo mosTop-
HOE yJIbTPa3ByKOBOE MCCIIENOBAHUE JUIsl OLICHKU Pas3-
BUTHSI TPEXCTBOPUYATOTO KiianaHa. [IpennoyrnrensHoi
HavyaJIbHOM Tepamnuei y nanueHTos ¢ baprrep cunapo-
Mo siBisieTcst coueranne HIIBIT (marnOurops! cun-
Te3a NPOCTaIIaHAMHOB) U KaInicOeperaommx Mmoye-
TOHHBIX, TAKMX KaK CIIMPOHOJIAKTOH WM aMUJIOpH ] (B
no3e 10 300 mr/cyT u 40 Mr/cyT COOTBETCTBEHHO). Te-



ISSN 1561-6274. Hedponorusa. 2012, Tom 16. Ne3 (Bbinyck 2).

Tabnuua 4

KnuHnyeckas xapakrepucTuka pa3ninyHbix TMNnoB baprtrep cuHgpoma
[Peters M., Jeck N., Reinalter S. et al., 2002] [46]

XapakTepucTtumka AHTEHaTasbHbIN AHTEHaTasbHbIN Knaccuyeckun BC IV 'MTensmaH cMHOpPoOM
BCI BC Il Antenatal BC Il BS IV (BSND) Gitelman's S
Antenatal BS | BS I Classic BS I
KaHnan NKCC2 ROMK CIC-Kb CIC-Kb; NCCT
Channel CIC-Ka
PacnonoxeHune /Location | TAL TAL, CD TAL, DCT TAL, Innerear DCT
len / Gene SLC12A1 KCNJ1 CLCNKB BSND SLC12A3
Xpomocoma 15g15-21 11924 1p36 1p31 16913
Chromosome
MHorosoaue MpucytcTeyeT MpucyTtcTByeT O6bI4HO OTCYTCTBY- | MpucyTcTBYET OTtcyTcTBYyeT
Polyhydramnios Present Present et Usually absent | Present Absent
lecTaumoHHbIN Bo3pacT | MNpexaeBpemMeH- |MpexaeBpemMeH-| CoOTBETCTBYET MpexneBpemeH- | CoOTBETCTBYET
Gestational Age Hble / Preterm Hble / Preterm Term Hble / Preterm Term
HavanbHble npossne- Antenatal Antenatal <1rop Antenatal 6-13 net
HUA <lyear 6-13 years
Age of onset
CumnTOoMBI Monunypusa Monunypwus Mmnokanuemuns Monwnypws, ry- Mmnokanuemwns, cyno-
Symptoms Polyuria Polyuria Hypokalemia xoTa poru
Failure to thrive Polyuria, Deafness | Hypokalemia, Tetany
Okckpeums Ca Bbicokas Bbicokas YmepeHHas Bbicokas Mmnokanbunypus
Urine Ca excretion High High Moderate High Hypocalciuria
HedpokanbumHo3 MpucyTcTeyeT MpucyTtcTByeT OO6bIYHO OTCYT- MpucyTcTyeT OTcyTtcTBYET
Nephrocalcinosis Present Present cteyeT Usually Present Absent
absent
Marnui B KpoBu HopmarbHbIn HopmasnbHbIn Husknn unn Hop- | HopmanbHbIn Bcerpa HU3knin
Magnesium Normal Normal ManbHbI Low or Normal Always Low
normal
YpoBeHb npocTaraH- | YBenuyeH YBenuyeH YBenuyex YBenuueH Bnunskun kK Hopme
OVHa B KPOBU Increased Increased Increased Increased Near Normal
Prostaglandin level
JKcKpeums npocTa- YBenuyeHa YBenuyeHa YBenuyeHa YBenuuyeHa HopmanbHas
rMaHOnHOB C MO4YOM Increased Increased Increased Increased Normal
Prostaglandin Excretion

MpumeyaHune. BS — Bartter Syndrome; BC — bapTTtep cuHapom.

parnusi HHAOMETAI[MHOM U IIpenaparaMy Kajus pela-
eT npolnemy nporuosa baprrep cunapoma.

M. Vaisbich u coasr. (2004) [50] mokazanu 3¢ dex-
TUBHOCTh MPOJODKUTEIBHOM Teparui UHIIOMETall-
HoM. Ha ¢one npoBonumotii tepanuu y nereii ¢ bapr-
Tep CHHJIPOMOM TIOBBIIIAETCs ypoBeHb K* B CHIBOpOTKE
KPOBH, CHUKAETCsI MeTaOOTMUECKU allkaio3, yMEeHb-
maetcs runoMarauemust [S1, 52].

Jleuenue baptrep cuHapOMa JOJIKHO OBITH ITOKHU3-
HEHHBIM, HAIIPaBJIEHO HA MUHUMU3ALIUIO TTIOCIIEICTBUI
BTOPUYHOTO YBEJINYEHUS [TPOCTAITIAaHIUHOB, PCHUHA,
aJbJIOCTEPOHA, ycTpaHeHHue NedunnuTta oobema Ku-
KOCTH H DJICKTPOJIMTHBIX HAPYIIEHUH.

[ns tepanuu baprrep cuHApoMa y JeTel peko-
MEHIYIOT: UHJIOMETAIlMH — MepOpaibHO B J03¢ 3—6
MI/KT/CYT; B OoJiee HU3KUX ja03ax 1,5-3 MI/Kr/cyT u
CIUPOHOJIAKTOH 5 MI/KT/CyT, B 03¢ 1,5—2,7 Mr/kr/cyT
(2,1-0,7mr/kr). OCNOKHEHUSIMH, BOSHUKAIOIIUMU TIPH
Tepanuy MHIOMETAIMHOM, SIBISIOTCS TacTPHT, S3Ba
xemynka [7, 34, 50]

CeleKTUBHBIH MHTHOUTOP IIMKIOOKCUI'€HA3bI-2 —

refecoxib B HauanbHOU n03e 0,6-0,7 Mr/kr/cyT [50].
[TpumeHeHue MeHee TOKCUYHOTO TIperapara u3 rpyI-
bl uHrHOUTOpOB LIOT'-2 podhexokcnda rnokazano cHu-
JKCHUE TTOJTNY PUH, TUTIEPIIPOCTANTIAHJUHY PUH, THIIEP-
KaJbLIMYpPHH U He(hPOKAITBIIUHO3A.

Jleuenne kanuiicOeperaronMu Ty peTHKaMu (Be-
POLINUPOH — CITUPOHOIAKTOH) IAET XOPOIIUi 3PP eKT
[34, 36]. Y nanueHToB ¢ TUIIOKAIMEMUEH, Kaniicoe-
peraroie TuypeTHKH, Kak mpasuio, oonee 3ddek-
TUBHBI U JyYIIe TEPEHOCATCS, YeM KaJIWH MUILEBBIX
n00aBOK. PekoMeH1y 0T penaparsl KaJius: lTaHaHTHH,
7,5% pactBop xyopuaa Kaiaws u npyrue. CauTaroT, 4To
Ha3zHa4YeHNE MHTMOUTOPOB AaHTMOTEH3WHA — AHTHOTEH-
3uH npeBpatatorero pepmenta (AI1D) cHikaet npo-
M3BOACTBO aHTHOTeH3uHa [l 1 anpmocTepona [53, 54].
OniHaKO OCTPOE CHIKEHUE YPOBHS IUPKYIAPYIOIIETO
anruotensuna [l va pone npuema unrnduropos AI1D
MOKET TMPHUBECTH K CUMITOMAaTHYECKOH TMITOTCH3UH
y nanueHToB ¢ baprrep nnu I'urensMan CHUHAPOMOM,
4TO TpeOyeT MCIIOIb30BaHMs IEPBOHAYATBHO HU3KUX
no3 [55]. B otmmume ot baprrep cunapoma, npu I'u-
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TenbMaH cuHapoMme skckpeuun PGE2 B Hopme, mo-
stomy npuem HIIBII ne onpaBaan [56]. HauanpHas
Tepamnus y NaueHToB ¢ bapTrep cuHAPOMOM cOCTO-
UT U3 Ha3HAYCHUsI KaluiicOeperaommux MOUYeroHHbIX
(ctimponomnakroH B o3¢ ot 200 no 300 mr/cyT) [57].

[Ipu geruaparanuy nauueHTam MoKa3aHbl BHYTPHU-
BEHHbIE KareJbHble MH(Y3UH XJIOpUAa HAaTPUs, XJIO-
puna xanusi, pactBopa Punrepa.

[Ipu rumomMaraneMun Ha3HAYArOT MPenapaThl Mar-
Hus (o 10-20 mMakB/cyT). YeTpaneHue runomMarame-
MHH CIIOCOOCTBYET HOpMaJIM3aLM1 YPOBHS KUl y T1a-
LMEeHTOB ¢ ['urenbman cunapomoM. [ 1aBHOE ycioBue
YCIIEUTHOTO JieueHUst [ uTesbMaH CHHpOMa — 3aMelle-
HUE MOTePb MarHus Ha NPOTSHKEHUH BCEH JKU3HU I1a-
1uenTa. 3aMecTUTENbHas Tepanus ¢ nomorso MgCl
M03BOJISIET YACTMYHO KOPPUTHPOBATH MIIOMarHue-
MHIO. DTO JTa€T BO3MOXHOCTb MPEAYIPEAUTh Pa3BH-
THE CUMIITOMOB T€TaHUH U BOCHIOJIHUTH TIOTEPH XJI0pa.

TpaHcrulaHTanus MOYEK peraeT npoodiemMy mpo-
rHosa npu baprrep u ['urensman cunapomax. Penu-
JBa 3a00J1€BaHMs TOCIIE TPAHCIUIAHTALIUK HE OTIHCa-
Ho. TpaHcIUTaHTaNus TOYEK BHITIOIHEHA B HEKOTOPBIX
KIMHUYECKHX CIIy4yasiX y MalUeHTOB ¢ MOYEYHOU He-
JIOCTATOYHOCTBIO WU C OCIIOKHEHUSMH, CBI3aHHBIMU
C TUIIOBOJIEMHUEH, SJIEKTPOIUTHBIMU HAPYLIEHUSIMH 1/
WK HepoKaIbIHHO30M [58].

OkcnepuMeHTanbHast Tepanus, 3Q(HEeKTHBHOCTD
KOTOpPOM M3y4aeTcs, OCHOBaHA Ha TOM, YTO HEKOTO-
prle myTanuu cuHapomoB ['urensman u baprrep co-
MIPOBOXKAAIOTCS POCTOM (PYHKIMOHAIBHO HOpPMallb-
HBIM TpaHCIIOPTEPaM, KOTOPBIE M30JUPOBAHBI B pa3-
JIMYHBIX BHYTPUKJIETOUHBIX YUaCTKaX U, CJIeJOBaTEIIb-
HO, HENPABUJILHO BCTPOEHBI B KJIIETOUHYIO MEMOpaHy.
Ecnu ux ycremHo BCTaBisATh B KJICTOYHYIO MeMOpa-
HY, 3TU TPAHCTIOPTEPBI MOT'YT OBITH TIOJIHOCTBIO (DYHK-
LUOHAIBHBIMU M MIPUBOJAT K YACTUYHOMY yCTpaHe-
Huto nedexTa (mpu cuaapome [ urenbman ¢ MyTauuei
B THa3u[J — uyBcTBUTENbHOM Na-Cl koTpaHncnoprepe,
npu baprrep cunnpome (tum II) B kananax ROMK).
Hcnonb3oBanne MONEKYISPHBIX LIANIEPOHOB (ILare-
POH- MOJIEKYJIbI )KUBOH KJIETKH, BOCCTAHABINBAIOIINE
MEePBOHAYATBHY0 KOH(POPMAIHIO OEITKOB, TIOIICPKHU-
BaIOILIME UX B TAKOM COCTOSTHUH, KaK OyATO OHHU TOJIBKO
YTO CHHTE3MPOBaHbI HA puOOCOMax, TaKUX Kak 4-ge-
HWIOYTHUPAT) MOXKET YIYYLIUTh JOCTABKY U BCTaBKY
(YHKIMOHHMPYIOIIUX IPOTEMHOB B KIETOUHYIO CTEHKY
Y 4aCTUYHO BOCCTaHOBHUTH peabcopOumio NaCl [59].

[lepBbie nposiBnenus baprrep cunapoma quarHo-
CTHPYIOT B OCHOBHOM B I'DY/JIHOM, pPaHHEM BO3pacTe,
pexe Bo B3pociioMm Bo3pacte [1, 7, 12, 13, 15, 16, 34,
60]. [Iporuo3 baprrep cunapoma cepbe3HbIid. 3a00-
JieBaHUE MPOTEKAET TSHKENo ¢ 00e3BOKMBAHUEM, TH-
MOKaJIMEMUYECKUMH Tape3aMu CKeJIETHOW MYyCKyJia-
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TypHI U KUIIEYHHUKA, apuTMHUsIMH cepaua. [Ipu otcyT-
CTBHH aJIeKBaTHOM NOKM3HEHHOH Teparnuu JIeTaJIbHbIN
MCXOJ] BO3MOYKEH BCJIEZICTBHE TMIIOKAaIMEMHUU (OcTa-
HOBKH CepAla), 00e3BOKUBAHUS, BTOPUYHBIX HH(EK-
uuii. BosMoxHO niporpeccuposanue baprrep cunapo-
Ma B XIIH B nerckom Bospacre. IIpu anekBaTHol Te-
panuu nanueHTs! ¢ baprrep cuHAPOMOM MTPOIOIKAIOT
HaOmonaThes B3pOCiIoi HeQPOIOTHIECKOH CITyKOO0H.
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