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Mokpaw,eHHS AiKkyBOHHA AUCTAOABHOIO KOHOAbLLLEBOTO
HUPKOBOro auuAo3y: KepisHMLUTBO BiA ERKNet/ESPN

Improving treatment of distal tubular renal acidosis:
guidance from ERKNet/ESPN

Hupkouii TyOyasspHuii anuno3 mucraibHoro tumy (1HTA,
aoo HTA 1-ro tTumy) — pinkicHe reHeTHYHe 3aXBOPIOBAHHS,
110 XapaKTepu3y€eTbCS MOPYHMIEHHSAM 3JATHOCTI JMCTAJBHOTO
KaHAJBIA BUALIATH KUCIOTH (ioHM BoaHio). IIpakTuumi pe-
komenaanii Bin ERKNet/ESPN maioTh Ha MeTi miaBHIIMTH
00i3HaHiCTD i HAMATH KepiBHI BKA3iBKM 100 BIOCKOHAJIEHHS
JIKYBAHHS TA BCTAHOBUTH NMOYATKOBMIA CTAHAAPT HAWKpaIIMX
NPaKTHK, 32 SIKAM JIIKYBaHHS MOKe OyTH nepeBipeHe.

HasiBHi gaHi HacTiiiHO cBimuyaTh Mpo Te, LIO0 JIyXKHi 100aB-
KW MOXYTb MPU3YIMUHUTH a00 TOBEPHYTH JO HOPMH Maiike
Bci yexkimagneHHss 1HTA, BKiIioyaoum 3aXxBOPIOBaHHS KiCTOK,
HU3BKOPOCIICTh, CEUOKaM’sIHy XBOpOOyY Ta TiloKaliemito, aje
aJIeKBaTHOTO MeTabOJiYHOTO KOHTPOJIIO BIAETHCS TOCSATHYTH
JIMIIe B ITOJIOBUHM MAaLieHTIiB [1]. ABTOopM, 4acThHA POOOYOI
TPYIM 3 IMTaHb TYOy/IOMAaTiii y €BpOnechKill TOBiIKOBI Me-
pexi pinkicHux 3axBoproBaHb HUpPOK (ERKnet) Ta cmagkoBux
3aXBOPIOBaHb HUPOK €BPOINEMCHKOro TOBApMCTBA AUTSIUOL He-
¢pouorii (ESPN), HagaroTh KOHCEHCYCHi BKa3iBKHU IIOAO Be-
neHHs narienTiB i3 THTA [2].

AiarHos

— [MauieHT i3 cumrnromamu, 1o cBigyaTh ipo THTA, moBu-
HEH MPOITH BcebiuHe KITiHiuHe, 0ioXiMidyHe Ta peHTTeHOJIOTiu-
He JOCJIIKEeHHS ISl BCTAHOBJIEHHSI OCHOBHOTO JIiarHO3Y.

— [eHeTYHEe TeCTyBaHHSI CJIiJl IPOIIOHYBATH BCIiM ITalli€H-
TaM i3 KJIiHIYHOIO ITimo3poio Ha mepBuHHUM 1HTA.

— HeraTuBHui1 reHeTUYHUI TECT MOBMHEH BUKJIUKATU pe-
TeJIbHUI aHali3 KJIiHIYHUX OCOOJIMBOCTEN IS IMiATBePIKEHHS
MPaBWILHOTO KJIIHIYHOrO JiarHO3y, a TaKOX aHali3 BilAmoBi-
HUX IeHiB 1151 A epeHliabHOL 1iarHOCTUKM.

— PyTuHHa olliHKa MiHepasi3alii KiCTOK He peKOMEHIY-
etbes Aitsm i3 THTA. DEXA koxHi 2—3 poku Moxe OyTH KO-
PUCHUM JUISI IOPOCIIMX i3 METOIO OLIHKM PU3MKY MEPEIOMiB Ta
aIeKBaTHOCTI JIIKYBaHHSI.

— Cnin BusBnsiti kuciy pH ceui y nauienTis i3 Hedpo-
KaJbLIMHO30M/HedpoJIiTia30oM Ta MOTPAHUYHO HU3BKUM pPiB-
HeM 0ikapOoHAaTy B IUIA3Mi.

— V¥ KOXHOTO maii€eHTa i3 rmepBuHHUM cuHapomoM Ille-
rpeHa Ta CeYOKaM STHOIO XBOpPO0OOIO abo0 TillOKAaiEMIEI0 CIIif
BUKIIIOYaTH HasiBHicTh THTA.

Distal renal tubular acidosis (dRTA) is a rare ge-
netic disease characterized by impaired ability of the
distal tubule to excrete acid. Practice Points from
ERKNet/ESPN aim to raise awareness and provide
management guidance to improve treatment and es-
tablish an initial best practice standard against which
treatment can be audited.

Available data strongly suggest that alkali supple-
mentation can halt or revert almost all complications
of dRTA, including bone disease, growth failure, uro-
lithiasis and hypokalemia, but adequate metabolic con-
trol is present in only about half of patients [1]. The
authors, part of the working groups on tubulopathies in
the European Rare Kidney Disease Reference network
(ERKnet) and inherited kidney diseases of the Europe-
an Society for Paediatric Nephrology (ESPN), provide
consensus guidance for the management of patients
with dRTA [2].

Diagnosis

— A patient with symptoms suggestive of dRTA
should undergo comprehensive clinical, biochemical
and radiological investigation to ascertain the underly-
ing diagnosis.

— Genetic testing should be offered all patients with
a clinical suspicion of primary dRTA.

— A negative genetic test should prompt a careful
review of clinical features to confirm the correct clini-
cal diagnosis, as well as analysis of the relevant genes for
differential diagnosis.

— Routine assessment of bone mineralization is not
recommended in children with dRTA. DEXA every
2—3 years may be helpful in adults to assess fracture risk
and treatment adequacy.

— Urinary acidification should be assessed in pa-
tients with nephrocalcinosis/lithiasis and borderline
low plasma bicarbonate levels.

— Any patient with primary Sjogren’s syndrome
and urolithiasis or hypokalemia should be assessed for
dRTA.
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AiKyBOHHSI TO CNOCTEePEeXEeHHS

— Hng nikyBanHs1 1HTA peKoMeHOyIOTbCs JYXHi H0-
0aBKHU.

— Crtig minTprMyBaTH B MeKax BiIITOBIIHOI BiKy HOpMU Oi-
KapOOHAT IUIa3MU, XJIOp, KaJliii Ta KaJIblIiil cedi.

— JlogaTkoBi 100aBKM KaJlilo CJIiJl 3aCTOCOBYBaTH TMpU
CTiiiKill rinmokasiemii, ajie 1o0O0pe KOHTPOJIbOBAHOMY allu-
IO3i.

— [opMoOH pocTy He peKOMEHTyEThCS 3aCTOCOBYBATH AITSIM,
SIKIIIO HE CITOCTEPIra€ThCs CTIMIKOI 3aTPUMKU POCTY, He3BaXKalo-
Yy Ha aIeKBaTHUI MeTa0OiYHIIL KOHTPOJIb.

— IlawieHTiB cig iHopMyBaTH PO BIUIMB XapyOBOIO pa-
LiOHY Ha KMCJIOTHE HaBaHTaXKE€HHs Ta JIy>KHi T00aBKM.

— Tia3uau He peKOMEHAYIOThCS TTPU 3BUYAtHOMY JIiIKyBaH-
Hi THTA.

— nHTA cnin peryJsipHO KOHTPOJIIOBaTU KJIiHIYHO Ta 6io-
XiMiuHoO.

— Ycim nattieHtam ciin nmpoBoauTy Y3/l HUPOK i CEUOBUX
LIJISIXiB 11 Yac iarHOCTMKM Ta 4Yepe3 PeryysipHi MPOMiXKKU
yacy TMpu CIIOCTEPEXKEHHI.

— lleHTp cmeuianizoBaHOI MEIMYHOI OOIIOMOTH, SIKWA
Ma€ OOCBin miarHoCcTHKY Ta JiKyBaHHS 1HTA, moBuHeH Opatu
y4JacTh y goriisai 3a namieHtamu i3 tTHTA.

— Ina peuecusnoro n1HTA, mos’s3aHoro 3 ATP6VIBI,
ATP6V0A4 a6o0 FOX11, peKOMEHIYEThCS MPOBOAUTHU PaHHIl
Ta BiANOBIIHWI MO BiKYy CKPUHIHI CIyXy. YCi MalliEHTH Tpy-
MU PU3UKY MOBUHHI MPOUTU NMPUHAKWMHI OZHY MiarHOCTUYHY
ayTioJIOTiYHy OLiHKY 10 24—30-MiCSYHOTO BiKYy.

Treatment and follow-up

— Alkali supplementation is recommended for the
treatment of dRTA.

— Plasma bicarbonate, chlorine, potassium and uri-
nary calcium excretion should be maintained within the
age-appropriate normal range.

— Additional potassium supplementation should be
provided in persistent hypokalemia but well-controlled
acidosis.

— Growth hormone is not recommended in chil-
dren, unless there is persistent growth retardation de-
spite adequate metabolic control.

— Patients should be informed of dietary effects on
acid load and alkali supplementation.

— Thiazides are not recommended in the routine
treatment of dRTA.

— dRTA should be regularly assessed, clinically and
biochemically.

— All patients should have renal tract ultrasound per-
formed at diagnosis and in regular intervals at follow-up.

— A tertiary care center with experience in the diag-
nosis and treatment of dRTA should be involved in the
care of dRTA patients.

— For recessive dRTA linked to ATP6VI1BI,
ATP6VO0A4 or FOX11, early and developmentally ap-
propriate hearing screening is recommended. All at-risk
patients should have at least one diagnostic audiology
assessment by 24—30 months of age.
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