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The clinical and genetic features of the rare, atypical form of the autosomal recessive Gitelman syndrome with manifestation at school
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abolic alkalosis, hypokalemia, hypocalcemia, hypoparathyroidism associated with the cerebral bilateral calcifications in the frontal
lobes, basal ganglia, cerebellum, and decreased intelligence. The diagnosis is confirmed by recognition of the homozygous mutation
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B HacTosmmiee BpEMs BBIACIAIOT KJIACCUYECKUIA CUH-

'I‘y6ynonamq C BEAyLIUM CUHAPOMOM MeTabosnye-
npoM [utenbMaHa ¢ TUIMMMYHBIMU KJIWMHUYECKUMU TIPO-

cKoro ankanosa — cuHapom Iutenbmana (Gitelman)

UMEET ayTOCOMHO-PELIECCUBHBIN THUIM HaCJIEI0BaHUS
(OMIM 263800), xapakTepu3yeTcst KTMHUYECKON MaHU-
(ecranueii y nereii B IKOJIbHOM BO3pacTe, BbIpaskeHHOM
TUTNoOMarHUeMuel, TUIIOKajaueMuell, MeTadOoJIMIeCKIM
aJIKajo30M, CyJAOpOoraMyd KOHEYHOCTEl, THUITOKaIbIIM-
ypuei, OTCYTCTBHEeM He(dpOKaablIMHO3a, TMOJNypueit
U HUKTypUE, HOPMaJbHOM KOHIIEHTPAIMOHHON (DYyHK-
nueit mouek [1]. PacmpocrpanenHocts cuHapoma I[i-
tenpmana 1:40 000—50 000 [1-7].
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SBJICHUAMU (CM. TaOJUIly) U aTUMIUYHYIO (GOpMY C 1ie-
pebpanbHBIMU Kanbuudukatamu [1, 2, 4, 5, 7-9]. Ten
SLCI2A3, xomupytommit poreuH NCCT, kaptupoBaH
Ha xpoMocoMe 16q13 [1—4, 10]. Kpome Toro, [utenbmMaH-
MOAOOHbIE TUITOMArHUEMUU ACCOLIMUPOBAHBI C MYyTaLUSI-
mu B reHaXx CLCNKB, SLC12A3, BSND, KCNJ 10, FYXD2,
HNFIB, PCBDI [11].

B nurtepatype omucaHbl eNMHUYHBIE Clydyaud aTU-
nuyHoit Qopmbl cuHApoma IuTenbmaHa C JBYCTO-
POHHUMU 1iepedpaibHbIMU Kalibliudukatamu [9, 12].
Knununyecku ata popma cuHIApPOMA MPOSIBISIETCS] YTOM-
JISIEMOCTBIO, 0011Ie#l ¢1ab0CThiO, TPEMOPOM, MapecTe3n-
eil, yyalleHHbIM cepaledueHremM, TurnoMarHueMueit,
rurokaaveMueit, MeTaboJnuyeckKuM aakaao3oM, TMIO-
napaTupeo3oM M, Kak CJIeICTBUE, TUMOKAJIbIIMEMUEN,
CMAacTUYECKUMU CYyIOpOTaMM, TeTaHUEel, U3MEHEHUEM
OKT (ymmmnHenHblit uaTepBan Q—7), HapyllIeHUEeM cep-
METHOTO PUTMA TPU HATUIUU THUTIOKAJTUEMUN, CHIKE-
HUeM uHTeuleKTa u T.1. [9, 11, 12].

Merabonuyeckre HapylleHUsl, CBI3aHHbIE C My-
TalUSIMU TE€HOB, MPSIMO WJIM KOCBEHHO Y4YacCTBYIOIIMX
B TpaHCITOpTe MOHOB MarHus (Mg?"), pasmensior Ha Je-
ThIpE TPYIIbl: TUMOMATHUEMUU C TUINEPKAIbLIMypUeit
(reust CLDN16, CLDN19, CASR, CLCNKB); TutenbMaH-
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Jesuawesunu XK.I. u coaem. AruninuHas hopma cunapoMa [irenbMaHa ¢ HepeOpanbHbIMU KalblM(UKaTAMI

nonooHbie TunomariuemMun (reasl CLCNKB, SLC12A3,
BSND, KCNJ10, FYXD2, HNFIB, PCBDI); MUTOXOH-
npuaibHble runomarnuemMuu (reusl SARS2, MTTI, cuH-
npom Kepnca—Ceiipa); npyrue ruroMarHueMuu (TeHbI
TRPM6, CNMM?2, EGF, EGFR, KCNAI, FAM111A) [11].

ITpn HOpMaJlbHOM YpOBHE MarHuWsI TOMeOCTa3 TMOJI-
NEpKUBAeTCSI B OCHOBHOM 4Yepe3 pPeTyIUpyeMylo pe-
abcopOIMIO B TOJICTOM BOCXOSIIEH YacTW TeTiu [eH-
Jle W JUCTAJbHBIX M3BHUTHIX KaHajbllax Todvek. [locie
KJIyOOUKOBOI  ynbTpaduiabTpaiiuu  peabcopoupyeTcst
95-99% otdunsrpoBaHHoro mMarams. M3 Hux 10—-25%
B MPOKCUMATbHBIX M3BUTHIX KaHaJbllaxyepe3 IMmaparies-
monsipHbie ytH, 50—70% B TOJCTOI BOCXOMSILENR TEeT-
ne lTennu, tae Genok claudins urpaer KJO4YeBYHO pOJb
B PETYJISAINU Tapalle/UTIONISIPHON peabcopOIu  Kalb-
s (Ca 2) u Mg >, 5—10% B TUCTaTbHBIX U3BUTHIX Ka-
HaJIbLIaX Yepe3 TPaHCIETIONSIpHbIE TTYTH U alTMKaJIbHBINA
MarHuii kKaHan TRPM6 [11]. Peabcopbuust KatroHa
Maraust (Mg?") TpoucXomuT 4Yepe3 Tapalle/LTIoNSIpHbBIE
ITyTH B TOJICTOM BOCXOJAIIIEH BETBU TeT/In [eHIe 1 yepe3
TPaHCLE/UTIOJIISIPHBIE TIYTU B IUCTABHOM YaCTH U3BUTO-
ro kaHaiona [4, 5, 11, 13—15].

CIBUT KHCJIOTHO-OCHOBHOTO COCTOSIHUSI B CTOPOHY
MeTaboJMYEeCKOTO ajaKajio3a, TUITOKAJINeMUsT, TUIIoMar-
HUEMUS SIBJISIOTCS KPUTEPUSIMU IUATHOCTUKN CUHIPOMA
Tutenbmana [5, 7, 16—18]. st IMarHOCTUKY TTOYEUHBIX
motepb Mg?* BasKHO OTIpee/ISITh CYTOUHYIO M (PPaKIIMOH-
HYIO 9KCKpeluio. PacyeT ¢hpakIIMOHHOM 9KCKpPEIIMY Mar-
Hust (DDOMg) ponsBomuTCs 1O hopMyIIe

®HMg = ([MgUr] x [CrP1] / 0,7] MgPI] x [CrUr]) x
x 100%,

rne MgUr — Mg mouu; CrPl — kpeaTMHUH T1a3MBbl;
MgPl — Mg mna3msr; CrUr — kpeatnHuH Moun. @OMg 60-
niee 4% yka3bIBaeT Ha ToueuHble otepu, ®OMg menee 2%
yKa3bIBaeT Ha dKCTpapeHaIbHbIe motepu Mg?* [11].

B cBsI3M ¢ OTCYTCTBMEM B OT€YECTBEHHOM JTUTEpAType
NAHHBIX O PEIKOI, aTUMTMYHOM (hopme cuHapoma [uTesnnb-
MaHa C JIBYCTOPOHHUMU ILiepeOpaTbHBIMU KaTblIU(pUKa-
TaMU TTPUBOANM KJIMHUYECKOe HaOTIOIeHHE.

Manbuuk 1., 17 net, 1999 . poxaeHusi, ¢ OTITOIIEH-
HBIM HEBPOJIOTMYECKUM aHaAMHE30M, C PaHHETrO Bo3pacTa
HabJTIoIaIcsT HEBPOJIOTOM C OPTaHMUYECKUM IOpakeHU-
em LHTHC, cuMmnTomaTnyeckoit anuierncueit, 3aaepxxKomn
TMICUXOMOTOPHOTO Ppa3BUTHSI W YMCTBEHHOM OTCTaJlO-
cThlo. TTalMeHT ToCTynui ¢ XajobaMu Ha Tepuoande-
CKH€ TIPUCTYIBI ¢ TOHUYECKUM HATPSIKEHUEM BEPXHUX
W HWKHUX KOHEYHOCTEH, TOJIOBOKPYXKEHUEM, Hapylle-
HUEM KOOPAWHAIIUH.

W3 anamHe3a u3BeCTHO, YTO MajbyuK OT 12-i1 Oe-
PEMEHHOCTH, 7-X pomoB B cpoK. B aHamMHe3e y MaTtepu
IIBa BBIKMIBIIIA, IBa MEIMIMHCKUX aboprta. PebeHok
pommiicsa ¢ maccoir 3700 1, mmuHOI 54 cMm. 3akpuyan
cpasy, 3aTeM OTMeYaJliCh TPUCTYMHI anHo3. B 14 nHeii
SKU3HU — YXYAIIEHWe COCTOSTHUSI, HapacTaHUe OJbBIIIKH,
MOSIBJIECHNE TIPUCTYIOB HEJIOCTATOYHOCTU KPOBOOOpa-
IIEeHUsI, TMAaTHOCTUPOBAH BPOXKAECHHBIM MOPOK Cepiiia
(medexT MeXKenya0uKOBOW TMeperopoaku, CTeHO3 Jie-
TOYHOM apTepuu, ne(eKT MeXIpPeaCcepIHON Meperopos-
KM), OTlepupoBaH B Tepuojae HoBopoxiaeHHoctu. C 1
MeC JXKU3HU BBISBJIEH TUIIEPTEH3MOHHO-THApOLedaThb-
HbIli cuHapoM. B Bospacte 1 roma (2000 r.) ormeueHa
3a7iepXkKa pEeYeBOTO Pa3BUTHSI, 2MU301 (HeOPUIbHBIX
CyIOpOT, TIpY 00CJIeNOBAHUM BBISIBJIEHA aTPE3UsT MO30-
nucroro tena. HaGmonaercs: mynsMoHonorom ¢ 10 et
(2009 r.) MO TOBOMY CPEAHETSIKEJIOrO TeYeHUs] OpOH-
XMAJTbHOW acCTMBI, TICMXWATPOM C JWArHO30M: opra-
HUYECKOe HapylIeHWe pa3BUTHSI, JIeTKasi YMCTBEHHas
oTcTajiocTh. B Bo3pacte 12 jieT HEeBpPOJOTOM AMarHO-
CTUpPOBaHA CUMMTOMATUYECKAasl SIMHJIETICUsI, Ha3HaYeH
nenakuH (6e3 acdekra). O6paiiann Ha cedsi BHUMaHKE

Tabauya. KnuHUKO-reHeTHYECKas XapakTepucTuka cuaapoma [uremsmana (mo [10])

Table. Clinical and genetic characteristics of Gitelman syndrome

ITapametp

Cunapom Iurensmana

Kanan

PacnonoxeHnue

Ien

Xpomocoma
MHoroBoaue
TecTanimoHHbIN Bo3pact
HayvanbHble nposiBaeHUs
CHUMITOMBI

DKCKpELUsT KaTbITUST
HedpoxkanbiinHo3
YpoBeHb MarHusi B KPOBH
YpoBeHb npocTarjaHaHa B KPOBU

DKCKpeuys MpOoCTarJaHANHOB C MOYOU

NCCT
DCT
SLCI243
16q13
OTCcyTCTBYET
CoOTBeTCTBYET
6 — 13 net
Tunokanuemus, cynoporu
Tunoxanbimypusi
OTcyTcTBYET
Bcerna Husknmit
bnuskuit K Hopme

HopmanbHbiit
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CHUXXKEHME WHTEJUIEKTa, CBETOOOSI3Hb, MEIJIEHHAas I0-
XOJIKa, TTOBBIIIIEHHAS] YTOMJISIEMOCTb.

B Bo3pacte 14 et (2013 1.) y MasiburKa npu o0Ceno-
Banun B KimHUKe HeBposiorun CIIGITIMY no manHbBIM
koMmmnbiotepHoit Tomorpacduu (KT) romoBHoro mosra
BBISIBJIEHBI 1iepeOpasibHble Kaabludukatsl (puc. 1), 3a-
rogo3peHa 6ose3nb Papa (heppoKaTblIMHO3 COCYIOB
TOJIOBHOTO MO3Ta, WAMOIATUYEeCKUI KaJablIMHO3 0a3aib-
HbIX raHrueB). OMHAKO BbIpaKeHHAs TUTTOMarHUEMMUSI
(0,54 MMOb/T), THIIOMAarHUEMUYECKHE CYJ0POTH, TUTTO-
KajgpLuueMusi, TunepdocdaremMusi, BTOPUYHbBII TUITIOMNA-
paTupeo3 He YKIIaIbIBaIrCh B AMArHo3.

C 15 ner (2014 1) HaOMtOMAETCs B KIIMHUKE He(PposIoruu
CIIGI'TIMY. I1pu obcaenoBaHNY BEISIBIIEHBI TUTIOMArHHAe -
must (0,60 MMob/m), rurtokanbiuemus (1,61 MMoIb/i),
runiepdocdaremust (2,7 MMOIIb/J1), BTOPUYHBIN TUTIOTA-
partupeouau3M (rmapatropmoH 2,45 HMob/). TpakToBKa
JIMarHo3a Kak ayTOCOMHO-PELIeCCUBHBIN CUHIPOM MoYey-
Hoii runomariuemuu (Hypomagnesemia), runepMarHuy-
pyU, TUTIOKAIBIIMEMUN, TUTTOKAJBIIMYPUM, MeTabOIYe-
CKOTO ajiKajao3a, TUIoIapaTupeo3a, MHIYIIUPOBAHHOTO
TUTIOMarHueMUet, OpraHMn4ecKoe MmopakeHue ToJI0BHOTO
MO3Ta, IBYCTOPOHHME IliepeOpajibHble KalbLM(UKATHI,
crnietuIecKre pacCTpOrCTBa MICUXUIECKOTO Pa3BUTHS,
SMU30ANYECKHE CYIOPOTH, 3a/IepKKa YMCTBEHHOTO pa3BU-
THUS Ka3ajach yOenuTe bHOIA.

JuddepeHunanbHasi AUMAarHOCTMKa TPOBOIMIIACH
¢ O6onesnpto Mapa, curmpomom Iurtenpmana (OMIM
Ne 263800), cunapomom baptepa (Bartter) IIT Tuma
(OMIM Ne 607364), moueyHOI TMITOMarHUEMHUE ¢ TH-
nokanbimypueit (OMIM Ne 154020 mytaisi B reHe
FXYD2), noyeuHoli runioMaraiemMuei 4 ¢ HOpMoKasblu-
ypueit (OMIM Ne611718, myrauums B rene EGF, 131530),
rmovyeuHoit rurroMarauemueit 6 (OMIM Ne613882, myra-
ums B reHe CNNM?2, 607803). TTaimeHTy TTpoBeIeHO Te-
HETUYECKOE TECTUPOBAHUE, OJHAKO MYTallMW T€HOB IO-
YEYHOI r'MIOMarHueMun He 0OHapyKeHbI.

VYuuTeiBasi BBIpAKEHHYIO TUITOMArHUEMUIO U THU-
MOKAIBbIIMEMUIO, BTOPUYHBIM TUMOMApaTUPEOUIN3M,

KJINMHUYECKUE CJTYHAU

runiepdocharemuio, 1epedpaibHble  KaablU(UKATHI,
CyIopoTH, MPOBOAMJIACH Teparusl TipernaparamMyd Mar-
HUSI, KaJbIWsI, aKTUBHBIMA MeTaboIMTaMu BUTaMuHa D
(poxanbrpon 0,5—0,75 mkr/cyr). OTMmedeHa IOJOXM-
TeJbHasl TMHAMKMKa OMOXMMUYECKUX TMoKa3aTesieii: Hop-
MaJI3alys ypoBHsI mapaTropMoHa, TeHIEeHIIUST K HOpMa-
JIU3allMU TUTIOMAarHeMU Y, TUTIOKAJIbIIUEMUH, YIIyYIlIEeHUE
9MOILMOHAJILHOTO cTaTyca pebeHka. OmgHako Tpu T0-
BTOpHOM oOcienoBaHun u mnpoeaeHun KT koHcratm-
pOBaHO YBeJIWYEHUE IiepeOpajbHBIX KalbLIM(PUKATOB
u (popmupoBaHue KalblIM(pUKATOB cele3eHku. [lo3a po-
KasbTpojia cHikeHa no 0,25 Mkr/cyT. B Bo3pacte 16 et
(BecHoit 2015 1) Ha3HaYeHHasl Teparus Obljla pOIUTENS -
MM OTMEHEHa, I10CcJie Yer0 OTMEUEHO CHUXKEHWE YPOBHS
MarHus g0 0,63 mmonb/n, Kambuus a0 1,81 mMmounb/i,
runiepmMarauypust 6,38  mmonb/cyt  (Hopma  3,00-
5,00 MMoOJb/CyT), TEHACHUMSI K ajKajuo3y, yXydlleHue
o61iero cocrostHusl. Bo3oOHOBIEHO JiedyeHUe Tpenapa-
TaMW MarHusl 1M KaJibLiMs W JOCTUTHYTa CTaOWJIM3aIiuvst
OMOXMMUUYECKMX MoKaszareseit (Kanbimii 2,05 MMob/J,
marHuii 0,71 MMoJb/1), HOpMaIU3alusl YPOBHS TapaT-
TOPMOHA, YJIy4IIeHUEe TICMXO3MOILIMOHAIBHOTO CTaTyca.
ITpu nosropHoit KT (uepe3 2 roga) oTMeueHO yBeJInde-
HUE pa3MepoB U TOSBJICHUE HOBBIX LIepeOpaibHbIX Kajlb-
udukaron (puc. 2).

ITpoBeneHHOE MOJEKYJISIPHO-TEHETUUECKOE MCCIIeI0-
BaHWE BBISIBWIO TOMO3UTOTHYIO MyTtauuio p.Arg919Cys,
B reHe SLC 1243, xonupytoiiem riporenH NCCT (tnasumi-
yyBcTtBUTeNbHBIN Na/Cl korpaHcnoptep). [oMo3uroTHbie
MyTalluy B JJAHHOM T€HE aCCOLIMMPOBAHBI C CUHIPOMOM
TuTenbMaHa, 4TO 1aJ10 OCHOBaHUE YCTAHOBUTD IUATHO3.

Benyimne cumMntoMbl aTUNIMYHON (DOPMBI CMHIpPOMA
TutenbmaHa ¢ 1epeOpadbHBIMU KalblipUKaTaMU Clie-
JyIoIIIMe: IIIKOJbHBIN BO3pacT HA MOMEHT MaHUecTalun
(y maumenTa c¢ 12 yer), TMmoMarHueMusi, TUIIOMarHue-
MUWYECKHE CYJAOPOTH, THITOXJIOPEeMUs, TUIIOHATPUEMUSI,
yMepeHHasl TUITOKaJueMus, MeTabOJIMUYeCKUil aiKayio3
pa3IMYHON CTENeHW KOMITeHCAlluW, TUIOKaJIbIINYpUs,
OTCYTCTBME TUIepripocTariianauH-E-eMmuu u mpocta-

Puc. 1. KomnbloTepHas TomorpaMma pebdeHka B Bo3pacte 14 jiet.

IIpu3HAKK IBYCTOPOHHETO CTPUONAJLIHIO03Y(UATOrO KAJIBIMHO32, KAJbIU(PHUKATHI CYyOKOPTHKAJIBHBIX OTIEJI0B 0OJIbIIMX MOy HIAPHii
r0JIOBHOTO MO3ra M CYOKOPTHKAJIHBIX OT/IEJIOB MO3KeUKa (YKAa3aHO CTPeJKaMH).

Fig. 1. Computer tomogram of a child aged 14.

Signs of bilateral striopallidozubchatogo calcification, calcification of subcortical parts of the cerebral hemispheres and subcortical

parts of the cerebellum (indicated by arrows).
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Jlesuawsunu 2K.I. u coaem. AtunuyuHas ¢popma cuHapoma [urenpbmana ¢ epedpasbHbBIMU KalblinbuKaTaMu

Puc. 2. KoMnploTepHasi TOMOrpaMma 4epes 2 roga.

IIpu3HaKK JBYCTOPOHHUX CTPUONAJLIMIO3Y0UATHIX KAJbIM(PUKATOB, KAJBIMHO3 CYOKOPTHKAJIBHBIX OTAEIOB OOJBIINX MOJTyHIAPHii
TOJIOBHOTO MO3Ta (B JIOOHBIX J0JIAX) B MPOEKIUN 0a3aJIbHBIX TAHIIMI M MO3JKeYKa, OTMEYEHO yBeJInUeHne KOJIMIecTBa U Pa3MepoB

KAJIbIU(UKATOB B POEKIUK 0A32IbHBIX FAHIIHIA.
Fig. 2. Computer tomography CT in 2 years.

Signs of bilateral striopallidozubchatyh calcifications, calcification of subcortical divisions of the cerebral hemispheres (in the frontal
lobes) in the projection of the basal ganglion and cerebellum, an increase in the number and size of calcifications in the projection

of the basal ganglion.

rmaHauH-E-ypun, HopManbHble YpOBHM pEHWHA ajlb-
JIOCTEPOHA B CHIBOPOTKE KPOBM, HOpMasibHasi KOHIIEH-
TpalMoHHast (YHKIIMSI TIOYeK M CKOPOCTh KITYOOUKOBOIA
¢unbTpaiu, uepedpaibHble KaablM(pUKaTHI.

TakuMm ob6pa3zoM, copMyIMpoBaH IMATHO3: aTUITAY-
Hasg ¢dopMa cuHIpoMa IuTembMaHa ¢ MeTaOOIMUECKUM
aJIKaJIo30M, TUTIOMarHueMuei, rurnokajneMueii, coxpaH-
HOW (bYHKIIMEH TTOYeK, TBYCTOPOHHUMU TiepeOpaTbHBIMU
KalbLIM(UKaTaMM B 0a3aJIbHBIX TaHTJIMSAX M MO3KEUKe.
TunonapaTrpeo3, WHIYLMPOBAHHBIN TUITOMArHUEMHUE.
FOBeHMIIBHBINT OCTEOXOHAPO3 M CKOJIMO3 TPYIOTOSICHUY-
HOTO OT/e/Na T03BOHOYHMKA. bekoBo-sHepreTuueckast
HEeIOCTaTOYHOCTh. CHUXKEHUE UHTEJIIeKTa.

B pesynbrate Tepanuu TpernapaTaMu MarHUsI, aKTHB-
HBIMU MeTaboIMTaMu BUuTaMrHa D (KaJTbLIUTPHUOJT/pOKaTb-
TPOJI) OTMEUeHa TIOJIOKUTENIbHAsI TuHaMKUKa. Pokambsrpon
OTMEHEH, 00OCHOBAaHO Ha3Ha4YeHUeE KaiuiicOeperarolero
nuypetrka. CyTouHast 9KCKpelusl MarHUsl y MalMeHTa co-
craBuna 5,80 mmosb/n (HopMma 3,0—5,0 MMoJTb/T), hpaKiiu-
OHHag 3KcKpelnst 0osiee 4%, 4To yKa3bIBaeT Ha ITOUYEUYHBIE
notepu. [1o JaHHBIM yJIBTPa3BYKOBOT'O MCCIISIOBAHUST TTPU-
3HaKU He(hPOKAJIbLIMHO3a OTCYTCTBYIOT.

IMauneHTy pekoMeHIOBaHa Tepariusi, BKIHOYaroIas
npenapatbl MarHus (MarHuid B, marnemuc B doprte;
MarHepoT; MarHusi cyyibda) u Kajius (acrapkam, rmaHaH-
TWMH, XJIOpUI Kayusl), KajuiicOeperawoliue INypeTUKU
(CTTMPOHOIAKTOH), KOppeKIUio aeduimra ButammuHa D
(pOKaJIBTPOJI, KaJbLIUTPUOJI, KAIBIIUMUH), METa0OoJINue-
cKMe mpenapaThl (3JbKap, HOOEH, MMKaMUJIOH, HOOTPO-
MU, TOPMUTUIAHT), CMECU ISl SHTEPaTbHOTO MUTAHMS
Ha OCHOBE MIyOOKO TMAPOJM30BaHHOTO Oesika, (hepMeH-
THl TIMIIEBAPUTESIBHOTO TpakTa. [IpoBoguMasi Tepamnusi,
HarpaBJIieHHas Ha KOPPEKIIUIO0 3JIEKTPOJIUTHBIX TTOTEPD,
Jiajia TIoJIOXKUTENIbHBIN 3((eKT.

B nanbHeiiniem y pebeHKa coxpaHsijach TMIoMar-
HUEMUSI, TUTTOKAJIbIIUEMUS, TEHACHIINUS K alKayo3y,
runep marauypus (5,80—6,38 MMoib/cyT TIpu HOP-

me 3,00—5,00 mMouib/cyT), (ppakiiMOHHAsT SKCKPEUUs
DOMg 60nee 4%. B HacTosIIee BpeMsT IPEAbSBIISIET XKa-
JIOOBI Ha TIEPUOANYECKUE TIPUCTYITBI ¢ TOHMYECKUM Ha-
MpsKEHNEM BEPXHUX M HIDKHUX KOHEYHOCTEN, TOJIOBO-
KpYXeHUe, HapyllIeHe KOOPAMHALINN, TPEMOP.

OO0cyxaeHue

MBI BIlepBBIE B OTEUYECTBEHHON TeIMaTPUUIECKOM
HedpoJoruu HaOmMogann peakyio dopMmy TyOyIrona-
TUM — aTUMUYHBIA CUHApOM [WTenbMaHa ¢ Lepebpaib-
HBIMM KaytblIM(puKaTaMu. B 3apy0OexxHoll TuTeparype HaM
BCTPETWIINCH €AMHUYHBIE paOOTHI, B KOTOPBIX OTIMCHIBA-
eTCs KabLIMUKAaIs 6a3abHBIX TAHTJIMEB Y MAllIEHTOB
¢ JaHHBIM cuHApoMmoMm [9, 12, 19—22]. A. Beltagi u co-
aBT. (2015) TpakToBanu 1epeOpaabHble KaJblU(pUKATHI
Mpu cUHIpoMe [uTeTbMaHa Kak clieICTBHe dHIIedaona-
TAM TIpU MUTOXOHApUanbHOU nuTonartuu [12]. [on Ha-
UM HaOIIOIeHUEM HaXOMWIUCh 4 TTallMeHTa ¢ CUHAPO-
MoM [uTenbpMaHa, y OMHOTO M3 HUX BISIBJICHA aTUTTUYHAS
dopma ¢ iepedpaTbHBIMU KaablM(pUKaTaMu.

Kak wm3BecTHO, 0Ga3ajbHbIe TAHTJIUM (CTPHOMAIIN-
JapHas CUCTeMa) TPEeACTaBISIOT CO0OI BaXkHOE TTOJI-
KOPKOBOE CBSI3YIOIIee 3BEHO MEXIY acCOLMAaTUBHBIMU
W JIBUTATEJIbHBIMUA OOJIACTIMM KOPBI TOJIOBHOTO MO3Ta,
YUYACTBYIOT B PETYJ/ISILIMY LIeJI€HANIPABICHHbIX IBUXEHUI,
KOOpAWHALIMY TOHYCA MBIIIL] W TPOU3BOJbHBIX JIBUKE-
HUM. M03XeUKOBble HapyIIEHWS] PaBHOBECHS Y TTAlIMEeH-
Ta C IBYCTOPOHHMMMU 1iepeOpaTbHBIMU KaJblIM(UKaTaAMU
BBIPAXKAIOTCS B TOJJIOBOKPYKEHUM, PACCTPOMCTBE TTOXOI -
KU (XapaKTepHO TolIaTbIBaHUE OO0JIBHOTO), MTOTEPE TIIaB-
HOCTU NIBVDKEHUWI PYK M HOT, MHTEHIIMOHHOM TpeMope,
3aMeIJICHUU TPOU3BOJIBHBIX IBVXKEHUI 1 pevn.

TunoMarHueMust WHAYLIMPYET CHIDKEHWE CEeKpeLnu
MapaTropMoHa Y TUTTOKAJIbIIMEMII0. MBIIIEUHbIE TTOaep-
TMBaHUSI, TPEMOP M MbIIIeYHasl Cc1ab0oCTb OOYCIOBICHBI
HETTOCPEICTBEHHBIM BIIMSTHUEM MarHusi Ha HEPBHO-MbI-
LIEYHYIO TIepeaady M COKpallleHUe MBbIIIIL, a TaKKe THUTIO-
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KajbleMudeckKnM adekTom rurmoMaraemun [9, 11, 22].
B nHaiiem HaGmoneHMM KaJlbliMii/KpeaTUHUHOBBIN MHIEKC
(U Ca/Cr) y nanveHTa cHIKeH, nmokasarenn Mg?t K*,Ca?*
B KPOBU CHUXKEHbBI, YTO COOTBETCTBYET MAHHBIM JINTEPATY-
pol [4, 5, 7-9, 11, 18, 22]. OuieHKa KHUCIOTHO-OCHOBHOTO
COCTOSTHUSI KPOBM y TIallM€HTa AEMOHCTPUPYET CIIBUT B CTO-
POHY MeTabOoJIMYEeCKOro ajkanos3a, 0e3 pecrnupaTopHOro
CIBUTa, MOBBILLIEHNE HCO; — M30BITOK OCHOBAaHUIA B KpO-
BM SIBJISIETCS XapaKTepHbIM JiJ1s1 cuHIpoMa [utensmana. Mc-
CJIe0OBaHUE YPOBHSI peHMHA M aJIbA0CTEpOHA B KPOBU TTO-
Kazajgo HOpMaJIbHble 3HAUEHHsI, YTO TaKXKe COOTBETCTBYET
JTAaHHBIM JIuTepaTypsl [2, 7, 23]. PeabcopOrist HaTpus XJ10-
puYaa B IMCTaIbHBIX KaHAJIbLIAX TIPU cuHIpoMe [utenbmaHa
00yC/IOBIMBAET HOPMAJIbHYIO KOHIIEHTPAIIMOHHYIO (DYHK-
1IMIO TTOYeK maruenTos [2,4, 5,7, 8, 11, 23].

B ornuume ot cunapoma baprepa mpu cuHapome
TurenbmaHa yposeHb nmpocTrariaHauHa E, B KpoBu U ero
9KCKpellrsi B HOpMe, IMO3TOMY MPUEM HECTePOMIHBIX
MPOTUBOBOCITAJINTENIBHBIX TIpernapaToB He OIpaBaaH
[2, 7, 8]. [1lpu ruroMarHueMMr Ha3HAyalOT TpernapaThbl
marHust (mo 10—20 MaKkB/cyT). YcTpaHeHWe rumomar-
HUEMUHN CMOCOOCTBYET HOpMaM3alluM YPOBHSI Kajusl,
KaJblIMsI, MapaTrTopMOHa,uTO OTMEUYEHO B HallleM Ha0JTio-
neHU. AlieKBaTHas Teparusi rpernaparaMu MarHusi U Ka-
JIVS y TIallMeHTa TIpYBesia K KYyITMPOBAaHUIO CYTOPOXKHOTO
CHHIpOMa, KOPPEKIIMU METabOoJIMUYeCKOro ajakauao3a, IT'1-
rnmomMarHMmus u rurokanvemun. Kanuiicoeperatoiue nu-
YPEeTUKU JIEHCTBYIOT Ha YPOBHE IMCTAJILHOTO KaHaIblIa,
MpeaoTBpalas norepto kamus 2, 4, 5, 8, 22].

IlpoBeneHHOe y malyeHTa MOJEKY/ISIPHO-TeHeTnYe-
CKOE MHCCiIeoBaHME OOHApY:KWJIO TOMO3UTOTHYIO MyTa-
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