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B 1962 F.C. Bartter n coast. [1] onucanu AByx
NnauneHToB C TMNOKaIMEMNYECKUM anKano3om, rune-
panb4oCTepOHM3MOM Ha (DOHe HOpPMasIbHOro apTepu-
anbHoro pasneHuns (Afl), CHUXEHHON NpPeccopHOW
peakumein Ha BBegeHue aHrmoteHsuHa Il (All) u ru-
nepnnasvei IKCTarnoMepynspHOro annapara noyek
(KOrA). B 1966 rogy H.J.Gitelman v coasT. npefcTa-
BU/IM UCTOPUU 6ONE3HUN TPEX MaLMEHTOB C MbILLEYHOW
cnabocTblo, 06ycnoBneHHow gepuumtom K+, 1 xpo-
HUYECKUM [epMaTuToM (BO3MOXHO, aTpubyT gedu-
umTta Mg2+) BcrefCcTBME MOTEPL YKa3aHHbIX MOHOB C
mMouyoii [2]. 3aboneBaHue Takxke NpoTekano Ha (hoHe
rmnepanbLocTepoHu3Ma v runeppeHuHemun. OnvcaH-
HOe COCTOSIHMe, NnosyumnsLlee HavMeHoBaHWe «CUHA-
pom utenbmaHa» (CI), BK/OUANO fBHble NPU3HAaKK
CXOACTBa C cMHAPOMOM, onucaHHbiM F.C.Bartter u
coasT. B 1962.

3TN HabNKOEeHNA NEernn B OCHOBY OTKPbITUSA LIENO
rpynmnbl HACNeACTBEHHbIX Ty6ynonaTuii, NoNy4YnBLINX B
KayecTBe 0f4HOro n3 Hanbosiee pacnpocTpaHeHHbIX Ha-
3BaHue «CuHgpom bapTtepa» (CB) [3].

[loBonbHO fonroe Bpems CMHAPOMbI bapTTepa u
MTenbmaHa cnpaBeAiMBO 0CTaBa/IMCh NPEPOraTUBOi
negmaTpos. OfHaKO HaKOMJ/IeHWE ONbiTa B ANArHOCTU-
Ke 1N NIeYeHNN 3TUX COCTOSHWUIA MPUBENO K TOMY, UTO
CTanu BO3pacTaTb BEpPOATHOCTb W CTOJIKHOBEHUA C
HUMW N «B3POC/bIX» CreLmanncTos. 370 6bINO CBA3a-
HO C TEM, YTO MHOTWE MaLWeHTbl, Y KOTOPLIX T€ WK
MHble BapnaHTbl CB BbIABNANNCH B AeTCTBE U [aXKe B
aHTeHaTaslbHOM nepuoge, LOXMWBaNW LO B3POC/IOro
BO3pacTa W, cnefloBaTeslbHO, NeEpPexoAunun nog Habso-
[eHne «B3poC/bIX» Hedpponoros. C Apyroil CTOPOHBI,
HaKoMaeHne KIMHNYECKOro OMnbiTa NoKasano, Yto He-
KOTOpble BapMaHTbl AaHHbIX He(hponaTuii Bnepsble Ma-
HU(ecTUPYOT Y B3POCAbIX, MONOALIX UMW Aaxe

NoXunbix nogeii. OCo6eHHO 3HAYMMbIM JaHHOe no-
NOXEHWe 0Kasanocb CMNpaBeffiMBbIM 1S CMHApPOMA
mTenbmaHa [4].

B cBoe Bpemsa 6blna co3faHa KAMHWYecKas Knac-
cuunKaumnsg 3TUX HacNefCTBEHHbLIX ayTOCOMHbIX, B
60/bLUNHCTBE CBOEM PELLeCCUBHBIX, TyOynonaTui, Ko-
TOPYI C He3HAUUTeNIbHbIMU WU3MEeHeHUAMM, npepna-
raloT MPUMEHATL M B HacToAwee Bpem4a [3]. CornacHo
aToin knaccuukauum, Cb nogpasgenserca Ha cnegy-
oL Me MOArpYyNMnbI:

1. AHTeHaTanbHbIli Cb (runepnpocTtarnaHgmH E2
CUHAPOM).

2. Knaccuueckuii Cb.

3. CuHgpom ntenbmaHa.

4. MceBfo-bapTTEPOBCKNIA CUHAPOM.

OfHaKo JOCTUXKEHWUS COBPEMEHHO FEeHETUKM U MO-
NeKynsapHoN 61onorny NO3BOAWUN HE TONMbKO PaCKpPbITh
MepPBONPUYMNHBI 3TUX COCTOAHMUIA (MyTaLuUW reHoBs, Ko-
AVPYIOLLNX COOTBETCTBYIOLLME NOHHbIE TPAHCMOPTEPbI
WNIN peLenTopbl), HO U MPOBECTU KIMHWUKO-NAaTohn3no-
Nnorvyeckue napannenm.

B HacTofliee BpeMs BblfeNAl0T creaytolime Ba-
puaHTbl cuHgpoma bapTttepa (tabn. 1) [5].

[JeTancHoe onvcaHune NnpobieM HEKOTOPbIX Hacnea-
CTBEHHbIX Tybynonatuii HefaBHO 6b10 faHO Ha CTpa-
HULax XypHana «Hethponorus» B BeIMKonenHom o63ope
A.d. 3BepeBa u coasT. [3]. K gaHHON cTaTbe Mbl Ha-
CTOATE/IbHO PeKOMeHAyem 06paTuTbCA U HalKM Yu-
TaTenam. Mo3aToMy 3f4ecb Mbl TOJIbKO BecbMa KpaTKo
OCTaHOBUMCS NNLLIb Ha HEKOTOPbIX OCHOBHbIX YepTax
CUHApOMOB bapTTepa u [MTeNbMaHa.

YrueteHune aktusHoctu NKCC2, CLC-Kb nnu
ROMK-KaHasi0B, pacnoioXeHHbIX B 3NNTENNU KNETOK
TONCTOro0 BOCXOAdAWero otgena netnanm [eHne
(TonBIIN), B KOHEYHOM UTOre HapyllaeT C/IOXHYIO
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Tabnuuya 1
BapunaHTbl cuHgpoma BapTtTepa (I. Zelikovic n coasrT. [5])
®eHoTUN FeHoTun Nokyc TpaHcnopTep/npoTeunH Nokanusaunsa N OMIM
AHTeHaTanbHblli Cb SLC12A1 (tun I) 15q15-21 NKCC2 TonBMr 241200
AU Tvn ) 11q24-25 ROMK TonBMNr 601678
Knaccuueckuii Cb CLCNKB (tun lll) 1p36 CLC-Kb TonBMNr 602023
cr SLC12A3 16913 NCCT (TSC) AnK 263800
CLCNKB 1p36 CLC-Kb TonBMNr 602023
CB c HelipoceHcop- BSND" IV) 1p31 BapTtuH  (p-cy6bbepguHuua TonBMI/BHyTpeHHe yxo 602522
HOW rNyxoToiA CLC-Ka/CLC-Kb
AYyTOCOMHO-[OMUHAH- CASR 39q13.3-g21 CaSR TonBMNI 601198

THaa rmnokanbunemmsa

MpumeyaHne. OMIM - Online Mendelian Inberitance in Man. CB-cuHgpom Bbapttepa, CI - cuHapom utenbmaHa. HekoTopble
aBTopbl paccmatpusatoT CI kak Cb tun IV, a Cb ¢ HelipoceHCcOpHO rnyxoToit kak Cb tnna V (A.®. 3Bepes u coasT. [3]).

CUCTEMY TpaHCnopTa MOHOB B ;aAHHOM OTAese Hedpo-
Ha. OTO NPUBOAUT K Canypesy u Auypesy U Lenomy
pALy nocnegyroLwmx paccTpocTB, 0YeHb HANMOMUHAKD-
LMX Te, KOTOPbIE BO3HMKAIOT NPU ANIUTENILHOM MpUMe-
HEHUW NeTNeBbIX ANYPETMKOB (NceBao-bapTTepoBCKMii
CUMHAPOM). HanoMHuM, YTO AaHHble npenapaTbl ABNS-
oTCA cneunduueckumu narubutopamm Ne,K,20-koT-
paHcnopTepa (NKCC2), pacnofioXeHHOro Ha
anunkanbHbIX MembpaHax Knetok TonBIr.

Ecnu cTpagaeT Ne,C1-koTpaHcnopTep (Thasung-4ys-
cTBUTENbHbIA TpaHcnopTep - NCCT; TSC), Haxopns-
Wninca Ha NIOMeHanbHbIX Memb6paHax KneTokK
[AuncTanbHOro n3suToro kaHansua (4NK), 1o y nayueH-
Ta pasBmBaeTcs KIMHUYecKas kapTuHa CI', noxoxas Ha
COCTOSIHWME, BO3HUMKAIOLLLEe MPU MPOLOMKUTENBHOM MPU-
emMe TMa3ngoBbIX ANYPETUKOB.

B ntobom cnyyae, HacnefLCTBEHHbIE Tyb6ynonaTum,
CBA3aHHbIE C BOB/IEYEHWEM WMOHHbLIX TPAHCMOPTEPOB,
Haxogsdwuxes 8 TonBMNIr van AVNK (cm. Taébn. 1), B
CBOEN KAMHWYECKOW KapTUHe MMEHT P CXOLHbIX
yepT. Bce OHU MpOABAAOTCS rMNOKanveMmneid, rmnox-
NopeMmyeckum (runokaanmemMmyeckmm) metabosmyec-
KUM ankasio3om, TOM WUAM UHOW CTeneHbl akTusaLuu
PEHUH-aHTUOTEH3UH-aNbL0CTEPOHOBON CUCTEMDI
(PAAC). UacTo (HO He Bcerga) OHM CONPOBOXAAKOTCA
nonuypueii n nonuauncueid. AptepnanbHoe gaBneHue
y NauueHToB C 3TUMKM 3ab60/ieBaHMAMM 06bIYHO OCTa-

€TCA HOPMaJIbHbIM UK JaXKe NMOHMXKEHHbIM. PunbTpa-
LMOHHas CnocobHOCTb MOYEK ANNTENbHOE BPEMS CO-
XpaHAeTCA Ha NPUEMIEMOM YPOBHe.

B TO e BpeMs CYLLeCTBYeT U pAg crneuundguyec-
KUX NPWU3HAKOB, B TON UM UHON Mepe XapaKTepHbIX
N9 pas/INYHbIX BapuaHTOB paccMaTpuBaeMbiX Tyby-
nonatuii (cMm. Tabn. 1), KOTOpblE B OCHOBHOM, HO He
OKOHYaTe/NbHO, ONpefensaTca reHoTMNoOM 3abosnesa-
Hua (Tabn. 2).

PacKpbITve MONEKYNAPHO-TEHETUYECKOWN NPUPOLbI
CB nepBoHayvasnbHO NPUBE/O K NPefCTaB/IEHMIO O TOM,
4yTo ero ¢eHoTUn (KNMHMYECKas KapTuHa TOro wuau
MHOr0 BapMaHTa CMHAPOMA) pellaroLum obpasom 3a-
BMCUT OT ero reHotuna. OfHaKo, 0CTaBasfACb B OCHOB-
HOM CrpaBef/nBbIM, 3TO NOMOXKEHWNe B paje AeTanein
BCKOpE CTaso Nnogseprarbcs pesusnmn. Bo-nepsbiX, Bbl-
ABnieHne Takoro tuna Cb, Kak cnHgpom bapTtrtepa, co-
yeTaroLMiica c HeiipoceHCOopHoOW rnyxoToi (Tun 1V Cb
- CM. Tabn. 1), KOTOPbIA COrNacHO MONEKYNAPHO-Te-
HeTUYEeCKOn mpupoge oTHocuTca K martonorum CLC-
Kb-kaHanoB v cBfi3aH C U3MEHEHUAMMW CMeLMansHoOro
6enka - 6apTTMHA, BbINOMHAKLLEIO MO CYTU POSib
6eTa-cybbeMHULbI KaHana, 06bIYHO MPUBOANT K (hop-
MWPOBAHWIO KIMHUYECKOI KapTUHbI HE KNacCU4Yecko-
ro, a pakTM4yecKn aHTeHaTaNbHOro0 CUHAPOMA
bapTTepa [6]. Bo-BTOpbIX, ONMCcaHbl ciay4vau, Korga
MyTauuu reHa, kogmpytowero CLC-Kb-kaHanbl, co-

Tabnuuya 2

MposiBNeHNss OCHOBHbIX BapMaHTOB cuHApoma BapTttepa

AHTeHaTanbHbIli Cb
(MOXeT BbISIBNATLCA [0 POXAEHUA)

MonurnapoamHunos
MpexaeBpemMeHHble pofbl
3agepxkKa passutusa

Monunypusa/nonnanncms PBOTbI
TeTaHus 3anopsbl
XOHApPOKabLNHO3

Bonbuwne rnasa

OTTONbIPEHHbIE YyLIN

BbicTynawouwmnii no6

OnyueHHble yrnbl pTa

Bo3MOXHO Kocornasue

Mmnepkanbuninypus

CHUXeHVe KOHLEeHTPpUpOoBaHNA U pa3BefeHnsa moun
MoBsblweHne akckpeunnn MIrEX mouyoi
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Knaccunuecknii Cb(valle BbiABNA-
eTca B paHHeM feTcTBe)

3ajepxka pocta
3agepxkKa passutusa
Monwnypus/nonnauncus

TeHgeHUnsa K gernapartayumn
O6bIYHO HeT: HedpoKanbLMHO3a
XOHApOKaNbLWHO3a TeTaHun
JKCKpeuua KanbLusa C MOYOi
HOpMasibHa WK yBenunyeHa
KoHueHTpupoBaHne mMouu o6bly-
HO He HapyLlleHo

Cl(y peteli ¢ 6 neT wan y B3pOC/bIX)

YacTo KNMHUKKM HeT (nosiBnseTcs npu
NpoOBOLUPYIOLLNX 06CTOATENLCTBAX)
-yTOMISeMOoCTb

-MbilleyHas cnabocTb

-ann3obl TeTaHuu (cnasmbl KucTel
n cton)

B HEKOTOpbIX CEMbSX - XOHAPOKa/b-
LuMHO3 (607K, NPUNYXI0CTb, TYronos-
BUXHOCTb CYCTaBOB)

[enpeccusa un apyrue HapylweHus
NCUXUKU

fmnomarHnemuns

rmnokanbumniiypua
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OTBETCTBOBa/IN KJIMHUKE, I/IMGFOLLI,GVI npu3Ha- Ta6nuuya 3
K1 nn6o aHTeHaTansHoro CB, nn6o CI [5]. MokazaTenu o6LLero aHannsa Moqu
B-TpeTbux, NpefcTaBNeHbl HabNoaeHus, kor- ox3arem Aara
[1a C TeYeHWNeM BPEMEH MPU MOMEKYAAPHO- 16.12.03 10.11.04 22.07.05 16.09.05
reHeTU4YeckM  [OKAa3aHHOW  NPUPOAE Omw. nnotHocts 1016 1015 1010 1006
natonorun CLC-Kb-kKaHanoB ¢ TeyeHuem Peakuua wenoyHasa wenoyHan wenoyHan wenoyHasn
Benok HeT HeT HeT HeT
BpeMeHN nponcxoanna Tpchcpopmau,vm Knn- Caxap Hert Hert Het Hert
HNUYECKON KapTUHbI OT KN1aCCUYECKOTO CBb K neiikounTsl 1-38Bn/3p. 2- 58Bn/3p. 2 - 3Bn/3p. Ea. B N/3p.
CUHAPOMY MMTenbMaHa [5] OpUTpOLMUTDI en. B n/3p en. B n/3p. Eg. B n/3p. En. B n/3p.
Lnnuugpsbl ea. B n/3p. En. B n/3p. Eg. B n/3p. Eg. B n/3p.
Tak nam nHadve, «B3pOC/bie» Bpayu BCe
Ta6bnuua 4

Yalle 1 yallle cTanu Habngatb NaLUeHToB C

PesynbTaTthbl ONOXVMNYECKOTO ncenegoBaHnA

ONUCaHHbIMW Bbllle BapuaHTamu Hacnep-
CTBEHHbIX TybynonaTtuii. CnegyeT, O4HaKo,

CbIBOPOTKN KPOBU

<~ [Mokasatenu [ata
NpU3HaThb, YTO HONLLUNMHCTBO U3 HacC (poccuin-
16.12.03 10.11.04 22.07.05 16.09.05
CKMX «B3POC/bIX» HEPONOroB) 0Ka3anoch He
roTOBbIMU K CIOXKMBLLENCS CUTyaunn B CUY O6uwuii 6enok, rin 86 79.0 85 69
HelOCTaTOYHOTO 3HAKOMCTBA C 3TOV JOBOMb- XO/1ECTEPUH 06uMiA, MMonb/n 507 4.26 - 4.03
o o LUlenoyHas docdartasa, E/n - - - 47.0

HO pejKou, HO BeCbMa MHTEPECHOM NaTo/10r - Kanbunii MOHNM3NPOBAHHbLIN, 1.25 1.26 1.21 1.12
ei. MNpepacraBnseTcs, YTO NPUBELEHHOE HIDKE MMOnk/n

Hatpwuii, mmonb/n 139.6 138.0 136.3 138.6
OI'II/IC&TVI& KNNHNYECKOro HaﬁﬂIO,ELEHTFI MOXeT Kanuii, MMonb/n 252 28 293 30
B KAKOW-TO Mepe BOCMO/IHNTb AaHHbIN I'IpO6€J1. MoueBuHa, MMObL/N 6.62 4.18 5.03 11

KpeaTuHuH, Mmonb/n 0.092 0.092 0.119 0.116

bonbHas, C., 27 neT noctynuna B 1-e Hedhposio-
rMYecKoe OTAeneHne KIMHUKU NPONeAeBTUKY BHYT-
peHHUX 6onesHeil CaHKT-IeTepbyprckoro rocyapcTBeHHOro
MeANLUHCKOTro yHuBepcuTeTa uMm. akag. W.M. lMasnosa
(CrNe6rMy) B nnaHoBOM NOpPAfKe MO HanpaB/IEHUIO TOPOLAC-
KOro KOHCYNbTaTUBHOIO HE(PONOrnyeckoro LeHTpa CaHKT-
Metepbypra (MTHL), c »kanobamMn Ha BbIpaXXeHHYH 06LLYI0
€nabocTb, CYLOPOrY HUXXHUX N BEPXHUX KOHEYHOCTEN, COHMN-
BOCTb, V13 aHamHe3a 1U3BecTHO, 4To A0 1998 ropga (Bospact 20
neT) cymTana cebs 340POBON, O HaMuMK 3ab0oneBaHNin NoyeK
I MOYEBbIBOAALLMX MyTei, U3MEHEHWI B aHanM3ax MOYM Hu-
Yero He 3Hana. lMosbiweHuna uupp ALl He perucTpupoBaocs.
B 1998 nocne BbIpa)KEHHOro MCKMX03MOLMOHANLHOIO CTpecca
pesko noxygenaHa 14 kr c 45 kr go 31 kr. K Bpa4am He o6patia-
nacb BnnoTb go 2003 roga. B 2003 rogy (B Bo3pacTe 25 fieT) B
CBA3W C MaNblM BECOM 06CNefoBanoch y TepanesTa No MecTy
XWUTeNbCTBa, rae Bnepsble N0 ¥Y3W noyek BbISBEH CUMMTOM
noAuepkHyTbIX nupamug (rybuatas nouka?).

[na yTouHeHus auarHosa HanpasneHa (15.12.2003) Ha
Hethponormyeckoe otaeneHune JleHnHrpagckoin O6nacTHoi
KnuHnueckoli 6onbHUUbI (OKB), rae 60/1bHOI BbINOAHEHO
BCECTOPOHHee 06CnefloBaHNe: KIMHUYECKWUIA aHann3 KpoBu:
3p. - 4.3, Hb - 140, Neiik. - 6.8, CO3 - 15; o6wmii aHanus
Moumn (Tabn. 3); 6UOXMMUYECKOE UCCNef0BaHNe CbIBOPOTKYU
Kposu (Tabn. 4); npo6a 3umHuukoro: 1003 - 1026, 4 > H;
MpoBefeHa oueHKa (YHKLWNOHANBHOIO COCTOAHUA MOYeK
(tabn. 5); onpefeneHa KOHLEHTpaLMa anbfoCTEPOHA B Mnas-
Me (KATIM): 500 Hr/mn (Hopma - 8 - 355 Hr/mn); Y3/ noyek un
HaZno4YeyHNKOB: npasad noyka pasmepom 9,4 x 3,5 cm, na-
peHxuma 1,3 - 0,9, KOHTYpbI: POBHbIE, 3XOreHHOCTb: HE U3Me-
HeHa, nupamuabl: oBanbHble d = 0,9 CM C rMNEpP3IXoreHHbIM
0604KOM, YalleYHO-N0XaHOYHbIA KOMMMEKC: He U3MeHeH. B
NMpoeKkuun noukn: 6e3 0CoGeHHOCTel, pacnonoXxeHa: ony-
LeHa HMXHUM MOMCOM [0 rpebHs MOAB3A0LIHON KOCTK;
neBaa noyka pasmepom 9,2 x 3,5 cm, napeHxuma 1,4 - 0,9,
KOHTYpbI: POBHbIE, 3XOTEHHOCTb: He M3MEeHeHa, Mupamufbl:
oBanbHble d = 0,9 CM C rMnNepaxoreHHsIM 0604KOM, valley-
HO-/10XaHOYHbI KOMMIEKC He M3MeHeH. B mpoekuun nou-

Ku: 6e3 0cOBeHHOCTel, pacnonoxeHa 06bl4HO. O6nacTb Hafg-
MoYeyHMKOB 6e3 0COBEHHOCTEN; IKCKPETOpHas yporpadus.
3aknoyeHve: BblfennuTensHas MYHKUUA MOYeK COXpaHeHa,
MpaBOCTOPOHHMI HehponTo3 1 CT.; AYyNNeKCHOe CKaHWpo-
BaHve u gonneporpadua cocyfos nouyek. 3aknlOyeHue: re-
MOAMHAMMWYECKN 3HAYMMbIX HapylleHWA KpoBOTOKa MO
MOYEYHbIM apTepusM Ha BCEX YPOBHAX HE NONyyeHo. [aH-
HbIX 33 MOBbIWEHWE BHYTPUMNOYEYHOTO COCYAMUCTOrO CO-
NPOTUBNEHNA He BbIAB/IEHO; KOHCYNbTauua sHLOKpUHONora:
rMNoKanmemus, BeposTHO, 06YC/OBNEHa NaTonornein noyek,
[aHHbIX 3a anbfoCTEPOMY HeT.

B xofe nposefeHHOro 06cnefoBaHNs fiaHHbIX B NOMb3y
ry6uyatoii NoOYKM He NOMYYeHO, apTepuanbHas rmnepTeH3ns
He 3aperncTpupoBaHa, 3HLOKPUHHASA MaTosiorus UCKue-
Ha. BbiCTaBnanca AWarHos: aHOManusa pasBUTUS MOYEBON
CUCTEMBI: TUMONIAaCTUYECKAA ANCNIA3NA MOYEK, XPOHUYeC-
KU MHTePCTULMabHbIA HepUT BHe 060CTPEHWS, rMMnoKa-
NueMnyecKas Noyka, M30/MPOBaHHbLI MOYEBOW CUHAPOM,
NpaBOCTOPOHHMIA HetponTo3 1 cT. CoxpaHHasa QyHKLuUA
noyek.

B xoge rocnutanusaumu npoBogunach anumMeHTapHas u
MeAVKaMeHTO3Has KOPPeKLMS BbISBMEHHON FMNOoKannemmum.
B yf0BNeTBOpPUTEILHOM COCTOAHMU Bbinucanack (30.12.2003)
nog HabnwogeHns Hedposora MHLL ¢ pekomeHgauvein npu-
ema npenapaToB Kanus.

Bnnotb o 11.2004 ropa y Hethponora He Habnoganace,
3aNMU304MYeCKU NpUHMMAana npenapartbl Kaius, KOHTPONb Ka-
ins Kposu He nposogunca. 09.11.2004 B cBA3W C NOABNEHU-
€M CYZOPOT H/XXHUX Y BEPXHUX KOHEYHOCTe MOBTOPHO 6bina
rocnmMTann3vpoBaHa Ha Hedponoruyeckoe otaeneHns OKb
ons o6cnefoBaHNUA M YTOYHEHMA AnarHosa.

B npouecce rocnuTannsaumMnm BHOBb MPeAnpuUHATO pas-
BepHyTOe 06cnefoBaHune. KnmHuyecknii aHanns Kposn: 3p
- 3.9, Hb - 132, Mleiik. - 4.1, CO3 - 9; 06wt aHanM3 mouu:
cM. Tabn. 3; 6MOXMMUYECKOE WCCNefoBaHUe CbIBOPOTKU
Kposu: cM. Tabn. 4; npoba 3umHuukoro: 1007 - 1028, A > H;
npoBefieHa OLeHKa (YHKLMOHaNBHOrO COCTOSHUA MOYEK: CM.
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MNokazarenu beHKLLI/IOHaJ'IbHOFO COCTOAHUA NoYekK
[aTta
25.07.05 19.09.05 29.09.05

MNoka3aTtenu
18.12.03 14.11.04

Tabnuua 5 21.07.2005 KoOHTpOnbHasa roc-
nuTtannsauna Ha Hegposoruyec-
koe otgeneHnsa OKB. Mo gaHHbIM
o6cnefoBaHNA: KNMHWUYECKMWIA aHa-

M3 kposu: 3p - 3,99, Hb - 137,

KpeaTWHWH CbIBOPOTKM, MMOb/N 0.082 0.092 0.109 0.112 0.111 Nelik. - 4,8, CO3 - 15; 06u_|.|/||7| aHa-
MouyeBnHa CbIBOPTKW, MMO/bL/N 6.62 4.18 4.01 1.4 11 N3 MOUN: CM. Tabn. 3; GUOXMMU-
Hatpuii cbiBOPTKM, MMONbL/N 139 138.0 132.1 135.5 138.8

Kanuii cblBOpOTKWM, MMONb/N 2.75 3.23 2.55 3.5 3.0 HECKOE NCCNEAOBAHNME CbIBOPOTKN
Kanbuuin cbiBOpOTKK, 06WMIA, MMOAb/A - 2.6 25 2.34 2.4 Kposu: CM. Taon. 4; ”p06a SMMH””-'
cyTouHasi. akckpeuumsa Ca C MOUYOIA, 1.55 - - 2.99 3.7 koro: 1005 - 1015, A1 > H; doyHKuu-
MMONb/24 4 OHaNbHOE COCTOAHME NOYEK: CM.
Crb, r/24 u 0031 - - cneppl 0.2 Ta6n. 5.; KOC kposu: cm. Tabn. 6.;
CK®, mn/mMuH 59.9 49.3 50.3 68.8 73.6

Mpumeuanne. CMb - cyTouHas noteps 6enka.

Tabn. 4; OnpefeneHbl napameTpbl KUCIOTHO-OCHOBHOTO CO-
cTosHusA (KOC) kpoBu (Tabn. 6); ¥Y3W noyek n HagnoyeyHu-
KOB: mpaBas noyka pasmepom 9,3 x 3,6 cM, napeHxmuma 1,3 -
0,9, KOHTYpbI: POBHbIE, 3XOTEHHOCTb: HE M3MEHEeHa, Nupamu-
Opl: oBanbHble d = 0,9 CM C rMNepaxoreHHbIM 0604KOM, Ya-
LIEYHO-/10XaHOUYHbIA KOMMMEKC He M3MeHeH. B npoekuuun
MOYKM: 6e3 0COGEHHOCTENW, pPacnoNnoXeHa: OnyLeHa HYXXHUM
Mo/COM [0 rpebHs MOAB3LOLUHON KOCTW; neBas nouvka pas-
mepom 9,2 x 3,5 cm, napeHxuma 1,4 - 0,9, KOHTYpbI: POBHbIE,
9XOreHHOCTL: He U3MeHeHa, nupaMuipl: oBanbHble d = 0,9 cm
C FMNepIXoreHHbIM 060AKOM, Yalle4HO-I0XaHOYHbIA KOMM-
NeKc He M3MeHeH. B npoekumn noyku 6e3 ocobeHHOCTEN,
pacnofioxeHa 06blyHO. O6nacTb HafNOYe4yHMKOB 6e3 0COo-
6eHHOCTel; KomnbloTepHaa Tomorpadgua (KT) opraHoB
OpIOLLHOI NONOCTU W 3abpIOLLIMHHONO NpocTpaHcTBa. 3ak-
Nt0YeHne: opraHbl GPIOLWHONA NONOCTU W 3aBPHOLLIMHHOIO
npoctpaHcTBa 6e3 0CO6eHHOCTel; peHTreHorpamma Typeu-
KOro cefna: Typeukoe cefno 06bl4HON OpMbl 1 pasme-
pOB; KOHCynbTauus 3IHAOKPWUHONOra: rUnoKanmemus,
BEpPOSATHO, 06yCN0OB/eHa NaTonornein noyek, AaHHbIX 3a 3H-
[LOKPWHHYIO NaTtonornio HeT. B xofe nposefeHHoro obcnego-
BaHWA AWAarHo3 He nepecMmaTpusanca: AHOManus pasBuTua
MOYEBOW CUCTEMbI: TUMONIacTUYECKas AMCMNAa3ns nodek. Xpo-
HUYECKNI A MHTEPCTULMANbHBIA HepuT BHe o6ocTpeHus. u-
MoKa/IMemMmyeckas noyka. 13011MpoBaHHbI MOYEBOW CUHAPOM.
BTOpUYHBI [EeKOMMNEHCMPOBAHHBIN MeTabONNYECKMNIA anKanos.
MpaBOCTOPOHHUIA HedponTo3 1 cT. CoxpaHHas (yHKUMs no-
Yex.

ApTepuanbHasa rmnepTeH3ns He 3apeructTpuposaHa. B xofe
rocnutanusauuy NPOBOAMIACE alIMMEHTapHasa U MefiMKameH-
TO3Has KOpPeKUUs BbIABNEHHONW FMMOKaiMeMun 1u metabonu-
Yeckoro ankanosa. B yf0BNeTBOPUTENIbHOM COCTOSHUU
Bbinucanack (03.12.2004) nog HabnogeHus Hedponora B MHL,
C pekoMeHfauwveil npuema npenapaToB Kanus, BepoOLUMNpO-
Ha, Avakapba. B panbHeliwem y Hetponora He Habnoganach,
PEKOMEH/I0BAHHYIO TEPANuI0 NPUHUMana He NMOCTOAHHO, KOH-
Tponb Kanua kposu, KOC KpoBW He nccnefosascs.

Tabnuua 6
Noka3zaTenun KNCNOTHO-OCHOBHOIO COCTOSIHUA
KpoBU
MokasaTtenu [aTa
17.11.04 22.07.05 08.08.05 28.09.05
pH 7.44 7.4 7.42 7.46
pCO2, MM pT. CT. 61.5 78.5 65.4 70.0
BE, mmonb/n 14.4 18.8 14.2 25.9
HCO3, mmonb/n 41.6 48.6 42.0 49.6
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Y3W nouyek v HaANOYEYHUKOB:
npasaa noyka pasmepom 8,9 x 3.1
cM, napeHxuma 1,3 - 0,9, KOHTYpbI:
POBHble, 3XOreHHOCTb: He W3MEeHeHa, NupaMuibl: OBasibHble
d = 1,0 cM C runepaxoreHHbIM 060AKOM, YallleYHO-/T0XaHOY-
HbIi KOMMNMEKC He U3MeHeH. B npoekuumn noykn 6e3 ocobeH-
HOCTeli, pacnonoXeHa: oMyl eHa HWKHUM MOACOM [0
rpe6Hs NoAB3AO0LLIHON KOCTW; neBas noyka pasmMepom 9,2 x
3,2 cm, napeHxmuma 1,4 - 0,9, KOHTYpbI: POBHbIE, 3XOr€HHOCTb:
He nU3MeHeHa, Nupamufpl: osasbHble d = 1,0 CM C runepaxo-
reHHbIM 060KOM, YalleyHO-N0XaHOUHbIA KOMMIEKC He 13-
MeHeH. B mpoekumn noyku 6e3 0co6eHHOCTel, pacnonoxeHa
06bI14HO. O6M1acTb HagNOYeYHNKOB 6e3 0COBGEHHOCTEN.

B xofe npoBefeHHOro obcnefoBaHNA AnarHo3 He nepecmar-
puBanca: AHOMaNMs PasBUTUS MOYEBON CUCTEMbI: TMMONNacTy-
yeckas Avcnnasua noyvek. XpOHUYECKNA MHTEPCTULMANbHBbI
He(hpuT BHe 060CTpeHUA. MMnokanmemmyeckas noyka. sonu-
POBaHHbIA MOYEBOW CUHAPOM. BTOPUYHBIN AeKOMMNEHCMPOBaH-
HbIl MeTabonnueckmnii ankanos. MpaBoCTOPoOHHMIA HedponTo3 1
cT. CoxpaHHas (hyHKLMA MOYekK.

ApTepuanbHaa runepTeH3nsa He 3aperncTpuposaHa. B
X0fie rocnuTanusaumMm nNpoBoAuIack anvMeHTapHas v Mefu-
KaMeHTO3Has KOppeKLMs BbIABIEHHOW rMnokainemMuun u
MeTaboNMYecKoro ankanosa. B yaoBneTBOpUTENIbHOM COCTO-
sHMKM BbiNucanach (12.08.2005) noa Hab6nofeHUs Hegponora
B MHL, c pekomeHpauueil npuema npenapaTtoB Kanwus, Be-
pownupoHa, Anakapba n rocnuTtanusauun ana foobeneno-
BaHUA Ha Hedponormyeckoe otgeneHus CrerMy.

5.09.2005 noctynuna Ha 1-e Hethponoruyeckoe otaene-
Hua CM6rMY. Mpu noctynneHUyn coCTOsHUE YA0BNETBOPU-
TeNbHOE, CO3HaHWe ACHOe, KOXa W BUAWUMbIE CMU3UCTbIE
ynucTble, 06blvHOro UBeta, MUMT - 13,06 Kr/M2 OTEKOB HeT,
AL - 110/70 mm pt. cT., YCC - 68 yaapa B MUHYTY, TOHbI
cepaua AcHble, ynucTble, WymMoB HeT, YAA - 16 B MUHYTY,
[bIXaHWe >KeCTKOe, XPUMOB HeT, XXWUBOT MArkuii, 6esbones-
HEHHbIW, NOYKWN He ManbNUpyoTCA, MOKofaYMBaHWe no no-
ACHULUe 6e360/ne3HEHHOe.

B fononHeHne K aHaMHe3y OblN0 BbICHEHO, YTO Mauu-
eHTKa pofmnacb OT NepBoii 6epeMeHHOCTM B CpPOK. bepe-
MEHHOCTb y MaTepn npoTekana 6e3 0CMoXHeHWiA. Bec n pocTt
npy POXAEHUW HE NOMHUT. [aHHbIX O HaMMYWUK MAaTONOrUK
MoYeK, CepLeyYHO-COCYANCTON CUCTEMbI MW HapPYLUEHWUN
BO/JHO-CO/IEBOr0 roMeocTasa y POACTBEHHWKOB HeT. U3 ne-
peHeceHHbIX 3aboneBaHuii 0TMe4vaeT Tonbko OPBU.

NabopaTopHO: KAMHUYecKuii aHanus kKposu: Jp - 4,0,
Hb - 132, Neiik. - 3,9, CO3 - 4; obwwii aHan!3 MoYn: CM.
Tabn. 3; 6MOXMMMUYECKMIi MCCNefoBaHNEe CbIBOPOTKMU KpO-
BW: CM. Tabn. 4; npoba 3umHuukoro: 1007 - 1017, 4 > H;
(pyHKUMOHAIbHOE COCTOSAHME nodek: cM. Tabn. 5; KOC kpo-
BW: CM. Tabn. 6; ¥3W noyek v HafnoyeyHWKOB: Mpasas Mou-
Ka pasmepom 9,5 x 3,1 x 4,0 cm, napeHxuma 1,5 - 0,9, KOHTYpbI:
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POBHbIE, 3XOreHHOCTb: He M3MeHeHa, NMpaMugbl: oBasibHble d =
1,0 cM C runepaxoreHHbIM 060AKOM, Yalle4HO-10XaHOUHbIN
KOMM/EKC He M3MeHeH. B npoekumu novku 6e3 0co6eHHOCTEN,
pacrnonoXeHa - OryLieHa HXHUM NOMOCOM A0 rpebHsa noj-
B3[OLUHOM KOCTW; neBas novka pasmepom 9,2 x 3,5 x 3,7 cm,
napeHxuma 1,5 - 0,9, KOHTYpbI POBHbIE, 3XOTEHHOCTbL HE U3Me-
HeHa, Nupamuapl oBasibHble d = 1,0 CM C r1nepaxoreHHbIM 0604-
KOM, Yalle4yHO-10XaHOYHbI KOMMMEKC He W3MeHeH. B
MPOoeKLUMN NoYKM: 6e3 0COBEeHHOCTEN, pacronoXeHa: 06bIYHO.
O6nacTb Hafno4e4yHWKoB 6e3 ocobeHHocTeld. C yyeTOM AaH-
HbIX aHamHe3a W pe3y/nbTaToB 06CnefoBaHNs 60MbHOW 6bin
BbICTaBMeH NpeABapuTenbHbIl AnarHo3: CUHAPOM KaHaib-
LeBoi auchyHkuymm. Knaccuueckuini cuHgpom bapttepa?
CuHgpom [utenbmaHa? [na yTOYHeHMdA guarHosa Lonos-
HUTENbHO BbIMOMIHEHO: OMpefAeneHne KOHLEeHTpauum marHms
B CbIBOPOTKe Kposu: 0,9 Mmonb/n (Hopma - 0,7 - 1,05 mmons/
n); KAM: 419,6 nr/mn (Hopma - 70 - 300 nir/mn).

Takum 06pa3om, pesynbTaTbl A4MTENLHOIO Hab/MI0-
[LEeHUs NauMeHTKN NoKasann Hajn4yme y Hee CTOMKON
rMNOKaIMEMUN C KNIMHUYECKUMU NPOABAEHMAMMN (TeTa-
HWS, MbllleYyHas cnabocTb), C y4eTOM OTCYTCTBUSA B
aHaMHe3e yKasaHWil Ha NpWem AUYpPeTUKOB U alnMeH-
TapHY HefocTayy NpoAyKTOB, COAEPXALLUX Kauii.

Habntogatotca TakKe MeTabonMyecKuii ankanos,
HOpMasnbHbI ypoBeHb A/Ll, OTHOCUTENbHAA COXPaH-
HOCTb (DUNbTPALMOHHOI CMOCOOHOCTU NOYEK U TEHAEH-
umnsa K ymepeHHomMmy HapacTtaHuio KATI nna3mbl. Takas
KNMHWYeCcKas KapTuHa 3acTaBfifeT B NEPBYIO 04vepesb
3anofo3puTb OAWMH M3 BapMaHTOB cMHApoma Baptre-
pa. BepoATHOCTb APYrnX COCTOAHUIA, C HAMUYNEM TU-
noKanMeMun W ankanosa, B 4aCTHOCTM CUHAPOMA
KoHHa, cnHgpoma /1ngns, cCMHApoma Kaxyluerocs us-
6bITka MUHepankopTukongos (gepuunt 11-6eta-rug-
pokcucTepmagernaporeHasbl Tuna ll) nav pasnuyuHbix
TWUMOB BTOPUYHOIO (TUMeppPeHNHEMUYECKOr0) aNbio-
CTepoHM3Ma KpaliHe mana. MpakTU4ecku Bce 3Tu 3a-
60/1eBaHNS COMPOBOXAAKTCA CTOWKON M BbICOKOM
apTepuanbHON rMnepTeH3uneli, KoTopas HUKOrga He
pervcTpupoBanach y 06Cy>gaeMoi nauneHTku. Mpo-
TUB CMHApPOMa KOHHa CBMAETENbCTBYET U OTCYTCTBUE
N3MEHEHUN Y 3M-KapTUHbI HAAMOYEYHWNKOB (MPU Heo-
[LHOKpATHbIX UccnegoBaHnax), AaHHble KT opraHos
6pIOLLIHON NONOCTM 1 3a6PHOLWLMHHONO NPOCTPAHCTBA, a
TaKXXe OTHOCWUTE/IbHbIO He3HauuTeNbHOe YBeNnyeHue
KA (419,6 nr/mn (Hopma - 70 - 300 nir/mn)). Pe3ynb-
TaTbl AYMNNEKCHOTO CKaHWPOBaHMA W AonJeporpadum
COCY/I0B MOYeK (3aKnoueHne: reMojMHaMnMyeckn 3Ha-
YMMbIX HapyLleHW KPOBOTOKA MO MOYEYHbIM apTepu-
M Ha BCEX YPOBHSAX He MONYYEHO; AaHHbIX 3a
MOBbILLIEHNE BHYTPMUNOYEUYHOIO COCYANCTOr0 CONPOTUB-
NeHWs He BbISB/IEHO), TAKXE CMYXAT AONONHUTENbHbIM
apryMmeHToOM NpoTWB BTOPUYHOIO a/ibAOCTEPOHM3MA.

Ha ocHOBe MMELMUXCA faHHbIX ropa3fo CloXx-
Hee pewnTb BOMNPOC, O KaKOM KOHKPETHO BapuaHTe
cuHgpoma bapTTepa uget peyb. BbisiBneHue 3abone-
BaHWsA B CPaBHUTENbHO MO34HEM BO3pacTe, OTCYTCTBME

BbIP@KEHHOW NOMMYPUN U MOANAUNCUM, MOBbILEHUA
3KCKpeLMmn KanbLusa C MOYOW cpasy CTaBAaT noj co-
MHeHWe aHTeHaTalbHble BapuaHTbl cMHApPOMa (TuMbl
CBE | n Il). B cuny 06bEKTUBHLIX MPUUNH €Lle MeHee
BeposTHbIMW npeacTaBnsetca Chb, coyetarowmiics ¢
HepOCEHCOPHOW ryXOTOI NN ayTOCOMHO-A0OMUHAHT-
Has runokanbuuemuns (cMm. Tabn. 1). Ha ocHoBe oTMe-
YEHHOrO BblLle Hanbosee BepOATHLIMU 3a60/1€BaAHUAMM
B paccMaTtpuBaeMOM Ciydae c/iefyeT MnpusHaTb 11bo
cuHApom muTenbMaHa, 6o cuHapoM BapTTepa Tuna
Il (natonorma CLC-Kb x/iopHbIX KaHanos). Mpu aToM
nepsas MaHugecTaums 3a60nesaHNA BO B3pOC/IOM BO3-
pacTte ckopee nossonget 3anogo3puts CI. OgHako
Hanbonee XapaKTepHbIMU OT/INYNTENbHBIMU YepTamu
NOC/eAHEr0 COCTOAHNSA CUMTAIOTCS CTOVKasA rMnoKasb-
LUMYPUS U HaNMYue runomarHuemMun. Mpm Tpex onpe-
LeNeHnAX CYTOYHOW 3KCKPeLMM KanbLus ¢ MOYOiA (CMm.
Tabn. 5) TONbKO B OAHOM Cflyyae 3TOT napameTp co-
cTasun 1,55 mMmonb/cyT, a B ABYX ApYrux npesbilian
2,0 mmonb/cyT. KoHUeHTpauus MarHus B CbIBOPOTKE
KpPOBMW Yy paccmaTpvBaeMoil 601bHOI OKa3anacb HOp-
mManbHol (0,9 mmonb/n; Hopma: 0,7 - 1,05 mmonb/n).
B cBA3M C 3TUM Mbl BCE XXe PellnIn 0CTaHOBUTLCA Ha
4uarHose: knaccuyeckuii cungpom bapTTepa
(cuHppom bapTTepa, Tun Ill).

OnwucaHHbIl cnyyaii B 4eM-TO NOX0X Ha NpeAcTaB-
NEeHHbIA UTanbAHCKMMKU Hedponoramm [7]. Mog mnx
HabntogeHneM okaszanca 28-NeTHUIA My>XX4YMHa, KOTO-
pbiii 6b1n 06CNef0BaH B CBSA3W C MPU3bIBOM Ha BOEH-
HYl0 cny>60y. TOUYHbI aHaMHe3 He M3BECTeH, Kpome
TOro, YTO rMnoKannemus Gbina BrepBble BbISIBEHA B
25 neT. HO AeTanbHOro o6cnefoBaHNA B TO BPEMA He
npoBenu. Y naumeHTa, Kak 1y Halleid 601bHOR, OTMe-
Yyanacb HOpMOMarHvemus, UMenn MecTo MoBblLeHNe
KAT 1 ymepeHHbI# MeTabonnyeckuii ankanos npu
HopManbHbIX ypoBHax A[l. MNpasga, B oTAnyune ot
HabngaemMoin HaMu NauueHTKy, y 601bHOr0, ONUcaH-
HOro UTanbfHCKUMWU KO/JieraMu, oTMevanacb HUKTY-
pus (2 moyencnyckaHua 3a Hoyb). Hesagonro fo
o6cnefoBaHMA UMeN MeCcTO 3MW30[ NeBOCTOPOHHEN
MOYEYHOI KOMMKM C OTXOXAEHNEM KamHs. Kpome Toro,
y 3TOro nauueHTa Habnoganacb HOpPMOKanbLUeMH-
yeckaa runepkanbuniiypus, 4ero He 6bla0 Y Halleld
601bHOW. CyLLeCTBEHHO, YTO MOMEKYNAPHO-TEHETU-
YeCKuii aHanm3, NPOBEAEHHbIA NTAIbAHCKMMMN CreLm-
anucrtaMu, BbIABU MyTauuio (3HAYUTE/bHYIO
feneunto) CLCNKB-reHa, 4to COOTBETCTBYET CUH-
Apomy BapTTepa, Tuna Ill.

MOHATHO, YTO B CUJTY NPUYUH, OMUCAHHbLIX BblLLE,
[AMarHocTnKa To4yHoro sapmaHTa Cb Ha OCHOBe K/IMHU-
KO-(YHKUMOHANIbHbIX JaHHbIX HE MOXET cuMTaTbCs
focToBepHOl. K coXaneHuio, MONeKynspHO-reHeTu-
YecKuii aHanu3 y Hallein nauueHTKW He 6bla BbINOA-
HeH Mo TeXHWYeCcKMM npuymHam. OfHaKo OHa 0CTaeTcA
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nog HabnogeHNEeM KIMHUKN W, BO3MOXHO, Yepes He-
KOTOpOe Bpems LMarHo3 6yaer yTOUHEH.

B nobom cnyvae, Ha Hall B3rnag, NpeacTas/eH-
Hoe HabnoaeHWe UANKOCTPUPYET UHTEPECHBIR Bapu-
aHT KaHanblLeBON AUCHYHKLMK, KOTOPbIA MOTYT
BCTPETUTb He TOMbKO MeAuaTpbl, HO U «B3POC/blex»
Hetponoru.
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