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B 1962 F.C. Bartter u coaBt. [1] onucamu aByx
MAIMEHTOB C TUITOKATHEMHUYECKUM aJIKaj030M, THIIe-
pabIOCTEPOHU3MOM Ha (pOHE HOPMAILHOTO apTepH-
anpHOTO AaBieHus (A]l), CHIKEHHOUW MpeccopHOM
peakiueit Ha BBeAeHne anruoreHsuHa Il (All) u ru-
nepruta3uell I0KCTarIoOMepyIIpHOTO armapara MmoyeK
(FOI'A). B 1966 rony H.J.Gitelman u coaBt. mpencra-
BWJIM HICTOPHUH OOJIE3HU TPeX MAIlUeHTOB C MBIIIIEYHON
cimabocThio, o0ycioBieHHOH aeduimtom K*, u xpo-
HAYECKUM JepMaTUTOM (BO3MOXKHO, aTpuOyT aedu-
uta Mg?") BCIIEICTBHE MOTEPh YKa3aHHBIX HOHOB C
Mouo#i [2]. 3aboneBaHne TaKke MPOTEKao Ha (oHe
THTIEPaTbIOCTEPOHU3MA U THITeppeHnHeMun. Onrcan-
HOE€ COCTOSIHWE, TIOJTy4HBIllee HanMeHoBaHne «CHH/I-
poMm ['mrensmanay (CI'), BKIIIOYAIO SIBHBIC TIPU3HAKH
CXOICTBA ¢ CHHIApoMOoM, onmcaHHbM F.C.Bartter u
coaBT. B 1962.

OTH HAOTFONCHNS JIETITH B OCHOBY OTKPBITHS TIEITON
TPYIITBI HACTIEZICTBEHHBIX TYOYIOMATHIA, TTOTYYHBIINX B
KaueCTBE OJTHOTO W3 HanboJiee pacpoCTpaHEHHBIX Ha-
3Baane «CuHapom baptrepa» (Cb) [3].

JloBosibHO J1osirO€ BpeMsi CUHJIpoMbl bapTrepa u
l'urenpMaHa cripaBeJIuBO OCTaBAJIMCH PEPOraTUBOM
nenuarpoB. OJJHAKO HAKOTIIIEHHWE OMBITA B AUATHOCTH-
K€ ¥ JIEYCHUU 3TUX COCTOSHHUH MPHUBETO K TOMY, YTO
CTaJM BO3pacTaTh BEPOSTHOCTh M CTOJIKHOBEHHS C
HUMH U «B3POCIIBIX) CTIEIHAINCTOB. DTO OBLIO CBA3a-
HO C T€M, YTO MHOTHE TalUeHTHl, y KOTOPBIX T€ WIIN
uHble BapuaHThl Cb BBIABISIINCH B IETCTBE U JAaXe B
aHTEHATAJIbHOM TEPHOJIE, JOKHUBAINA JI0 B3POCIOTO
BO3pacTa H, cIeI0BaTebHO, MTEPEXOIUIN TI0/T Ha0ro-
JIEHUE «B3POCIBIX» Hedposoros. C Ipyroil CTOPOHHI,
HaKOTIEHHE KIIMHIMYECKOTO OIMBITa MOKa3alo, YTo He-
KOTOpBIE BAPHAHTHI AJaHHBIX He(hpOomaTuii BIiepBhIe Ma-
HU(PECTUPYIOT Y B3POCIBIX, MOJOJABIX WU Jaxe

NOXUIBIX Jitozie. OcOOEHHO 3HAYMMBIM JaHHOE TI0-
JIOKEHHE O0KAa3aJ0Ch CIPaBeIIMBBIM AJISI CHHIpOMA
l'urenbmana [4].

B cBoe Bpems Obuia co3aHa KIMHUYECKas Kiac-
cuuKanusl TUX HACIEICTBEHHBIX ayTOCOMHBIX, B
OOJIBILIMHCTBE CBOEM PELIECCUBHBIX, TYOYJIONaTU, KO-
TOPYIO C HE3HAYUTEIbHBIMU U3MEHEHUSIMH, Tpeasa-
raroT IPUMEHSTH U B HacToswlee Bpems [3]. CormacHo
aTol kinaccudukanuu, Chb noapasaensercs Ha cley-
FOLIME TOATPYIIIBI:

1. Anrenaranenbiii Cb (runepnpocrarnanaun E,
CHUHJIPOM).

2. Knaccuueckuit Cb.

3. Cunzpom ['mrenbmana.

4. IceBno-baprTepoBckuil cuHAPOM.

OnHaKo I0CTHKEHUS COBPEMEHHON FeHETUKH U MO-
JIEKYJISIpHOI OMOJIOr MM O3BOJIUITH HE TOJIBKO PACKPBITH
MEePBONPUYMHBI 3TUX COCTOSHUHN (MyTallMl T€HOB, KO-
JHPYIOLMX COOTBETCTBYIOIINE MOHHBIE TPAHCHIOPTEPHI
WM PELIENTOPbI), HO M IPOBECTH KIMHUKO-NATO(PU3HO-
JIOTUUECKUE TapasliesIy.

B Hacrosiiee BpeMsi BBIACTSIIOT CIEAYIOIIUE Ba-
puanThl cuHApoMa baprrepa (tadm. 1) [5].

JeranbHoe onMcanue npoO1eM HEKOTOPBIX HacIe -
CTBEHHBIX TyOysonaTuii HelaBHO ObUIO TAHO Ha CTpa-
HMLAX KypHasia «Hedposnorus B BenukonernHoM o030pe
S.®. 3BepeBa u coanT. [3]. K manHo#l crathbe Mbl Ha-
CTOSITEJIbHO PEKOMEH/IyeM OOpaTHThCS W HALIUM YH-
tarensM. [1o3TomMy 37€ch MbI TOJIBKO BECbMa KPaTKO
OCTaHOBUMCS JIMLIb Ha HEKOTOPBIX OCHOBHBIX YepTax
cunapoMoB baprrepa u I'mrensmana.

Vruetenue aktuBHocTH NKCC2, CLC-Kb unu
ROMK -kaHanoB, pacnoja0KeHHbIX B SMUTEIUH KIETOK
TOJICTOTO BOCXOAfINEro otaena netan [enme
(TonBIII'), B KOHEUHOM HWTOTE HapyIIaeT CIOKHYIO
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Tabnnua 1
BapuanTtbl cuHgpoma BapTrepa (l. Zelikovic n coaBr. [5])
deHoTun leHoTmn Nokyc TpaHcnopTep/npoTenH Nokannsauuns N OMIM
AHTeHaTanbHbln Cb SLC12A1 (tun 1) | 15g15-21 NKCC2 TonBMNr 241200
KCNJ1(tun 1) 11924-25 ROMK TonBIMI 601678
Knaccuyecknin Cb CLCNKB (tun Ill) | 1p36 CLC-Kb TonBMNr 602023
cr SLC12A3 16913 NCCT (TSC) ONK 263800
CLCNKB 1p36 CLC-Kb TonBMl 602023
Cb c HelipoceHcop- BSND(tun 1V) 1p31 Bapttun  (B-cybbveanHuual TonBII/BHYTpeHHe yxo 602522
HOW ryXoTon CLC-Ka/CLC-Kb
AyTOCOMHO-AOMUHAH- CASR 3q13.3-g21 CaSR TonBINr 601198
THasi rMnokanbLuMemMmns

Mpumeuanme. OMIM - Online Mendelian Inberitance in Man. Cb-cuHgpom baptTtepa, CI' - cuHgpom lvtenbmaHa. HekoTopble
aBTopbl paccmatpusatoT CI kak CBb tun IV, a CB ¢ HelpoceHcopHoli ryxoTtoit kak Cb tuna V (4.®P. 3BepeB n coasT. [3]).

CHCTEMY TPaHCIIOPTa HOHOB B JAHHOM OTJele Hedhpo-
Ha. DTO MPUBOJUT K calype3y U AUype3y U LEeIOMYy
psiy TOCIEAYIOINX PAcCTPOICTB, OUEHb HAITOMUHAIO-
HIMX T€, KOTOPblE BO3HUKAIOT MPH JJIUTEIBHOM MpHUMe-
HEHUM TETIEBBIX JTUYypeTUKOB (TiceBno-bapTrepoBckuit
cuHApoM). HanomHuM, 4To faHHbIe nmpenapaThl siBIs-
toTcs crienduyeckumu uaruouropamu Na,K,2Cl-kot-
pancnoprepa (NKCC2), pacnojokeHHOTO Ha
anuKaabHBIX MeMOpaHax kietok TonBIIIL.

Ecnu crpanaer Na,Cl-kotpancnoprep (THa3ui-ays-
ctBurenbHblid Tpancnoprep — NCCT; TSC), naxons-
mMiCs Ha JIOMEHalbHBIX MeMOpaHax KIETOK
nuctanbHOro uzButoro kananela (JAMK), To y manuen-
Ta pa3BHUBaeTcs KinHuueckas kaptuHa CI, moxoxas Ha
COCTOSIHHE, BO3HUKAIOILIEE IPH ITPOIOTKUTETLHOM MPH-
€M€ THa3UI0BbIX JUYPETHUKOB.

B nto6om cityuae, HacneCTBEHHBIE TyOyI0NaTHH,
CBSI3aHHBIE C BOBJIEYEHHEM HOHHBIX TPAHCIOPTEPOB,
Haxozgsuuxes B ToaBIIl wnn UK (cMm. Tabn. 1), B
CBOEH KJIMHUYECKOW KapTHHE MMEIOT psJi CXOJIHBIX
yepT. Bce oHM MPOSBISIOTCS TUIIOKATUEMUEH, TUITIOX-
JIOPEMUYECKUM (THMOKATMEMUUYECKUM) MeTabonuec-
KM aJIKaJI030M, TOW WJIM MHOM CTENeHbI0 aKTHBALUU
PEHUH-aHTUOTEH3UH-AJIbJOCTEPOHOBON CHCTEMBI
(PAAC). Yacro (HO He BcerJa) OHM COMPOBOXKIAOTCS
MOJUYpHUEN U MOMUAUIICHeH. ApTepHanbHOe 1aBlIeHne
y MaIMEeHTOB C 3TUMHU 3a00JI€BaHUSIMU OOBIYHO OCTa-

€TCsl HOPMaITbHBIM WJTH JIaXKe TIOHW)KEeHHBIM. DUIbTpa-
LIMOHHAs CIOCOOHOCTh TMOYEK JUTUTETFHOE BPEMSI CO-
XpaHsieTcs Ha NPUEMJIEMOM YPOBHE.

B TO ke BpeMsi cylecTByeT U psiji crenuduyec-
KMX NPU3HAKOB, B TOM MJIM MHOH Mepe XapaKTEpPHBIX
JUISL pa3JIMuHbIX BapUAHTOB paccMaTpUBaeMbIX TyOy-
nonaruii (cM. Tabin. 1), KoTopsle B OCHOBHOM, HO HE
OKOHYATEJbHO, OTMPEENSIOTCS TeHOTHIIOM 3a00JIeBa-
Hus (Tadm. 2).

PackpeiTre MOJEKYIISIPHO-T€HETUUECKOM TPUPOIB
Cb nepBoHavaIbHO MIPHUBETIO K MPEICTABIECHHIO O TOM,
910 ero (PEHOTHN (KIMHUYECKash KapTUHA TOTO WU
HWHOTO BapyaHTa CHHIPOMA) PEIIaroImuM 00pa3om 3a-
BUCHT OT ero reHotumna. OJJHako, OCTaBasCh B OCHOB-
HOM CIIpaBeUIMBbIM, 3TO IIOJIOKEHUE B Pslle JeTaleil
BCKOPE CTaJIO MOJIBEPraThcs PeBU3NH. Bo-11epBbIX, BbI-
serieHue Takoro Tumna Chb, kak cuaapom baprtrepa, co-
YETAIOIINIACS C HeHpOoCceHCOpHOU ITyxoToi (tum IV Chb
— cM. Tabn. 1), KOTOPBIH COIIACHO MOJIEKYJISIPHO-Te-
HETHYECKO# mpupojie oTHOcUTca K naronorun CLC-
Kb-kaHanoB u cBs3aH ¢ U3MEHEHUSIMH CIIELIUAILHOTO
Oenka — 6apTTHHA, BBIMOJHSAIOMIETO MO CYTH POJb
Oera-cyObe TMHHIIBI KaHaTa, 00BIYHO PUBOJNT K (pop-
MHUPOBaHUIO KIMHUYECKOH KapTUHbI HE KJIACCUYECKO-
ro, a aKTUYEeCKU AHTEHATaJIbHOTO CHHIpPOMA
baptrepa [6]. Bo-BTOpBIX, omuCaHbl Cydan, Koraa
MyTaiuu rena, kogupytomiero CLC-Kb-kanansl, co-

Tabnuua 2

MposiBneHns 0OCHOBHbIX BApMaHTOB cuHapoma bapTtrepa

AHTeHaTanbHbin Cb
(MOXeT BbIABAATLCA 00 POXAEHWUS)

Knaccuyeckuin Cb(yalle BbisBns-
eTCcs B paHHeM [eTCTBe)

Cl(y peTeli ¢ 6 neT unn y B3POCHbIX)

MonurngpoamHmnos
MpexaeBpeMeHHblIe poabl

3apgepxka pocTta
3anepxka pa3BuTus

YacTo KIMHUKM HET (NosBASIETCH nNpu
NPOBOLMPYIOLLMX 06CTOATENBCTBAX)

3agepxka pa3BuTus Monnypusg/nonupmuncus -yTOMNSEMOCTb
Monnypusg/nonnpmuncms PBOTHI -MbllLeYyHasa cnabocTtb

TeTaHus 3anopesl -3Nn304bl TETaHUM (CnNasmbl KUCTEN
XoHOpOKanbLUVHO3 TeHpeHuMs K gerngparaumnm 1 cTon)

Bonblwwne rnasa

OTTONbIPEHHbIE YLUK

BeicTynatowmii no6

OnyLeHHbIEe ybl pTa

Bo3MOXHO kocornasue

Mnepkansumnypums

CHMXEHNEe KOHLUEHTPUPOBAHUS U pa3BefEeHNs MOYU
MNoebiwerne akckpeuunun MIE,c movon

O6bIYHO HeT: HedpoKanbLMHO3A
XOHOPOKaNbLUNHO3a TeTaHMN
9KcKkpeunsa Kanbums ¢ MO4YOI
HOpMasbHa UK yBennyeHa
KoHUEHTpUpoBaHMe MOYM O0ObIY-
HO He HapyLUeHO

B HEKOTOPbIX CEMbSIX — XOHAPOKASIb-
LMHO3 (601, NPUNYXNOCTb, TYronos-
BUXHOCTb CYCTaBOB)

Jenpeccua v gpyrve HapylweHus
NCUXUKU

'mnomarHvemums

M'mnokanbuninypusa
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OTBETCTBOBAJIM KIIMHUKE, UMEIOILIEH TPU3HA- Ta6bnvua 3
Ky 1160 aHTeHatansHoro CB, mu6o CI [5]. Mokasareny obero aHanmsamMouu
B-TpeThHX, pe/ICTaBIeHb] HAOTIOIeHN)s, Kor- 10k3aTent lata
114 ¢ TeUEHHEM BDEMEHH DY MOJICKY/APHO- 16.12.03 10.11.04 22.07.05 16.09.05
FEHETHYECKH  JOKa3aHHOW MPUPOIE OrH. nnotHocTs| 1016 1015 1010 1006
[aToJIOTUU CLC-Kb-KaHa.HOB C TeYEeHUEM Peakuus Leno4yHaqa Lesio4yHasa LiesioqHasa ienovyHas
Benok HeT HeT HeT HEeT
BpPEMEHH ITPOMCXO/IIIa TPpaHC(hopMalus Kiu- Caxap et Het Het Het
HHUYECCKOM KapTUHBI OT KJIAaCCHYECKOI0o CB x neitkouutsl 1-3Bn/3p.| 2-58BN/3p.| 2-38Bn/3p. | EO. B N/3p.
cunzipomy I'urensmana [5]. QpPUTPOLMUTHI en. B n/3p en. B n/ap. En. B n/3p. En. B n/3p.
UnnnHapsl en. B n/3p. En. B n/3p. En. B n/3p. En. B n/3p.
Tax nnn HHa4e, «B3pOCJbIC» Bpaiu BCC
Tabnuua 4

yalle M Yaiie CTalau HaOIIoAaTh MAl[UEHTOB C

Pesyn bTaTbl GUOXNMUNYECKOIo UCCn enosaHug

OIMMCAaHHBIMU BBIIIC BapHaHTaMW HaACJICI-

CbIBOPOTKU KPOBU

CTBEHHBIX TyOynomnatuii. ClieayeT, 0/{HaKo,
NPU3HATD, YTO OOJBLIMHCTBO U3 HAC (POCCHIA-

CKHX «B3POCIIBIX» HEPPOIOTOB) 0Ka3aJI0Ch HE
TOTOBBIMM K CIIOKUBILIEHCS CUTYalUK B CUITY
HEJI0CTaTOYHOTO 3HAKOMCTBA C 3TOM JIOBOJIb-
HO PEeJIKOi, HO BeCbMa HHTEPECHO MaToNor -
ell. [IpencraBnsieTcs, 4To MPUBEAECHHOE HUKE
OIMCaHNe KIIMHUYECKOTO HAOIIOIEHHSI MOJKET
B KaKOH-TO Mepe BOCIIOIHUTB IAaHHBIN MPooert.

MokasaTenun HaTta

16.12.03 | 10.11.04 | 22.07.05| 16.09.05
O6wmin 6enok, r/n 86 79.0 85 69
XonecTtepuH obwmii, mmone/n | 5.07 4.26 - 4.03
LLlenoynaa ¢ocdartasa, E/n - - - 47.0
Kanbuuin MOHN3NPOBAHHbIN, 1.25 1.26 1.21 1.12
MMOJb/N
Hatpuit, Mmmonb/n 139.6 138.0 136.3 138.6
Kanuin, mmonb/n 2.52 2.8 2.23 3.0
MoueBuHa, MMONb/n 6.62 418 5.03 1.1
KpeaTtuHnH, Mmonb/n 0.092 0.092 0.119 0.116

Bonbhas, C., 27 ner nocrynunia B 1-e Hedposio-
TUYECKOe OT/IeTIeHHe KITMHUKHM TPOTMEICBTHKA BHYT-
pennux Oonesneit CankT-ITeTepOyprckoro rocyaapCTBEHHOTO
MEIUIUHCKOTO YHHBepcuTeTa M. akan. V.II. IlaBmosa
(CIT6I'MY) B 1mi1aHOBOM TOPSIIKE 110 HAIMPaBJICHUIO TOPOC-
KOT0 KOHCYJIbTaTUBHOTO Hedposoruieckoro mneHtpa CaHKT-
[MerepOypra (I'HLI), ¢ xanobamu Ha BBIpaKEHHYIO OOIILYHO
€NaboCTh, CYIOPOTH HIDKHUX M BEPXHUX KOHEUHOCTEH, COHITH-
BOCTh, M3 anamHe3a u3BecTHO, 4To 10 1998 roma (Bozpact 20
JeT) cumrana ce0st 310pOBOM, O HaIM4YMK 3a00J€BaHUI MOYeK
Y MOYEBBIBOULIMX MyTeH, M3MEHEHUH B aHaNIU3aX MOYH HH-
4ero He 3Haja. [loBbiieHust udp Al He perncTpUpPOBaIOCh.
B 1998 mocne BBIpaXe€HHOTO TICHXO3MOIIMOHAIBHOTO CTpecca
pesko noxynena Ha 14 xr ¢ 45 xr 10 31 kr. K Bpayam He oOparia-
nack B0tk 10 2003 rozma. B 2003 romay (B Bo3pacte 25 ner) B
CBSI3U C MaJIbIM BECOM O0CIIEIOBAJIOCH Y TepareBTa Mo MeCTY
JKUTEINIbCTBA, I7ie BrepBble N0 Y3M nouexk BbIABIEH CUMIITOM
MOAYEePKHYTHIX THpamui (rybuartas modka?).

Jnst yrounenust quarnos3a HampasneHa (15.12.2003) na
He(dposoruyeckoe otnenenue Jlenunrpaackoit O6macTHON
Knununueckoii 6onpHutpl (OKB), rae 00ibHOM BBIMTOIHEHO
BCECTOPOHHEE 00CIeOBAHUE: KIUHUYECKU AHANU3 KPOBU:
Op. — 4.3, Hb — 140, Jleiik. — 6.8, COD — 15; obwuii ananus
mouu (tabn. 3); ouoxumuyeckoe uccied08aHue Cbl8OPOMKU
kposu (1abin. 4); npoba 3umnuykozo: 1003 — 1026, 11 > H;
ITpoBeneHa oneHKa (YHKIMOHATHHOTO COCTOSIHHUS TMOYEK
(Tabn. 5); onpezeneHa KOHICHTPALMs albJOCTEPOHA B IIa3-
me (KAII): 500 ur/mn (Hopma — 8 — 355 ur/mn); Y3HU nouex u
HaonoueuHukos: npasas movka pasmepoMm 9,4 x 3.5 cm, na-
penxuma 1,3 — 0,9, KOHTYpBI: POBHbIE, 5XOT€HHOCTb: HE HU3Me-
HeHa, nmupaMunsl: oBanbHble d = 0,9 ¢M ¢ TUTIEPIXOT€HHBIM
000/IKOM, YalIeqHO-TIOXaHOYHBIA KOMIUIEKC: HE U3MEHeH. B
MPOEKIMU MOYKHU: 0e3 0COOEHHOCTEH, pacrookKeHa: Omy-
[IeHa HIKHUM IOJIOCOM A0 TpeOHs MOAB3AOIIHON KOCTH;
neBast moyka pasmepom 9,2 x 3,5 cm, mapenxuma 1,4 — 0,9,
KOHTYpBI: POBHBIE, 9XOI€HHOCTb: He M3MEHEHa, MUPaMHIBI:
oBasibHbie d = 0,9 CM ¢ THIIEPIXOTeHHBIM 00OJIKOM, Yalliey-
HO-JIOXaHOYHbBII KOMITJIEKC He M3MEHeH. B mpoekuuu nod-

ku: 6e3 ocoOeHHoCTel, pacnonokeHa 00byHo. O0nacTh Haj-
MOYEYHHKOB 0€3 0COOCHHOCTEW; PKCKpEeTopHas yporpadusi.
3akitouyeHue: BbIACTUTENbHAS (QYHKIUS TOYEK COXpaHeHa,
NpaBOCTOPOHHUI HedponTos 1 CT.; dyniexcHoe ckanupo-
6anue u doniepozpadus cocyoos novek. 3aKiIOUEHUe: re-
MOAMHAMHUYECKH 3HAUMMBIX HapyIIEeHHH KPOBOTOKa IO
MOYEYHBIM apTepHsIM Ha BCEX YPOBHSX He moiydeHo. JlaH-
HBIX 32 MOBBIIIEHNE BHYTPUIIOYEUYHOTO COCYIUCTOrO CO-
MPOTHUBIICHUSI HE BBISIBJICHO; KOHCYIbMAYUss IHOOKPUHONO2A:
TMIIOKAIMEMHUS, BEPOSITHO, OOYCIIOBJICHA MATONOTHEH MOYexK,
JIAHHBIX 32 allbJOCTEPOMY HET.

B xoxe npoBeneHHOTO 00CIEOBaHUS JaHHBIX B TIOJIB3Y
ryo4yatoil MOYKH He MOJMYYeHO, apTepHanbHasl THIEePTeH3Hs
HE 3aperucTpUpoBaHa, SHIAOKPUHHAS MATOJOTUS HUCKIIOYe-
Ha. Beicmasgnancsa ouacno3: aHOMaNUsS PAa3BUTHA MOYEBOIl
CHCTEeMBI: TMIOIUIACTHYECKas! ANCTIIa3us MOYeK, XpPOHHUec-
KUH MHTePCTULMATbHBIA He)PUT BHE OOOCTPEHMUS, TUITOKA-
JMeMHYecKas Mouyka, W30JUPOBAHHBIA MOUYEBOW CHUHIPOM,
npaBocTopoHHui HedponTo3 1 ct. CoxpanHast QyHKUUSA
MoYeK.

B xole rocnutanu3aniy NpOBOAMIACh AlTMMEHTApHAS U
MeIUKaMEHTO3Has KOPPEKIHs BBISBICHHON THUITOKATHEMHUH.
B ynoBneTBopuTeabHOM COCTOSIHUY BblnUcanach (30.12.2003)
non Habnronenus Hedponora HIL ¢ pekomennauuen mpu-
eMa MpenapaToB Kalusl.

Briote 1o 11.2004 ropa y Hedposora He HabIHOAAIACH,
SMU30MYECKH TPUHUMAJA TIpernaparbl Kaius, KOHTPOJb Ka-
must kpoBH He mposoamics. 09.11.2004 B cBsi3u ¢ mosBIEHU-
€M CYZOpOT HIKHUX U BEPXHUX KOHEYHOCTEH MOBTOPHO OblIa
rocrnuTain3upoBaHa Ha Hedposoruueckoe otaeneHus OKb
JUIsL 00CIeIOBaHKs U YTOUYHEHUs THAarHO3a.

B mpouecce rocrnuTanu3andid BHOBb MPEANPUHSITO pas-
BepHyTOe oOciienoBanue. Kiunuueckuii anaiuz kpogu: Ip
—3.9, Hb — 132, Jleiix. — 4.1, COD — 9; obwuii ananrusz moqu.
cM. Tabia. 3; buoxumuyeckoe ucciedosanue CbleOPOmMKU
Kposu.: cM. Tabi. 4; npoda 3umnuykoeo: 1007 — 1028, 1 > H;
MpOBe/ieHa OlleHKa (PYyHKIMOHAIBHOIO COCTOSIHHUSI MOYEK: CM.
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Ta6nvua 5 21.07.2005 kOHTpoOJbHASL rOC-

MoxasaTtenn GyHKUMOHaNbHOIrO COCTOSIHUS MOYEK MUTATU3AIN Ha HEPPOTOruIec-

Mokasatenu Data xoe otaenenust OKbB. Ilo nanHbIM

18.12.03| 14.11.04| 25.07.05] 19.09.05| 29.09.05 0OCICIOBAHMS: KiuHUUeCKuUll aHa-

auz kposu: Dp — 3,99, Hb — 137,

KpeaTnHWH CbIBOPOTKU, MMOJIb/N 0.082 0.092 0.109 0.112 0.111 Jleiix. — 4,8, COD — 15; obwuii ana-

MoueBuHa CbIBOPTKM, MMOJIb/JI 6.62 4.18 4.01 14 1.1 au3 mouu: cM. Tabi. 3; Guoxumu-

HaTtpuit celBOpPTKM, MMONb/N 139 138.0 132.1 135.5 138.8 ueckoe ucciedosanie coIOPOmK
Kanuin cbIBOPOTKN, MMOMb/N 2.75 3.23 2.55 3.5 3.0

KanbLuii CbIBOPOTKM, OBLLUIA, MMOAL/A | - 2.6 2.5 2.34 2.4 Kpogu: CM. Tabii. 4; npoda Jummnuy-

cyTo4Has. akckpeuus Ca ¢ Moyon, 1.55 - - 2.99 3.7 ko20: 1005 — 1015, JT > H; ¢ynxyu-

MMOJb/24 4 OHANbHOE COCMOAHUE NOYEK. CM.

Cnb, r/24 4 0.031 |- - cneapl | 0.2 Tabn. 5.; KOC kposu: cM. Tabi. 6.;

CK®, mn/MuH 59.9 49.3 50.3 68.8 73.6 V3 nouex u nadnoueunuxos:

MpumeyaHue. CIB - cyToyHaa noteps 6enka.

Tabn. 4; OnpeseneHbl napaMeTpbl KHCIOTHO-OCHOBHOTO CO-
crosiaus (KOC) kpoBu (tabu. 6); Y3HU nouex u naonoueynu-
K0g: TIpaBasi TIouka pazMepoM 9,3 x 3,6 cMm, mapenxuma 1,3 —
0,9, KOHTYpBI: POBHBIE, YXOT€HHOCTh: HE U3MEHEHa, MUPaMU-
nel: oBasibHbIe d = 0,9 ¢M C TUMEp3XOreHHBIM 000/IKOM, Ya-
[IEYHO-JIOXaHOYHBIH KOMIUIEKC He M3MeHeH. B mpoekuuu
MoYKK: 0e3 0COOCHHOCTEH, PACONOKEeHa: OMyIleHa HIKHUM
TIOJTFOCOM JI0 TPeOHsI MO/B3IOUIHON KOCTH; JieBasi MOYKa pas-
mepoM 9,2 x 3,5 cm, nmapenxuma 1,4 — 0,9, KOHTYpBI: POBHEIE,
9XOreHHOCTh: He W3MEeHeHa, mupaMubl: oBajibHble d = 0,9 cm
C TUIIEPAXOTEHHBIM 00OJIKOM, YalIeYHO-JTOXaHOYHBIH KOMII-
JIeKC He M3MeHeH. B mpoekunu mouku 6e3 ocoOeHHOCTEH,
pacnonioxkena o0biyHO. OONacTh HAAMOYCUHUKOB 0€3 0COo-
OeHHoOCTel; Komnviomepuas momoepagua (KT) opeanos
oprownol nonocmu U 3a0PIOWUHHO20 NPOCPAHCMEd. 3aK-
JMI0YCHHE: OpraHbl OPIOIIHOW TMOJOCTH M 3a0PIOMIUHHOTO
MPOCTPaHCTBa 0e3 0COOEHHOCTE; penmeenozpamma mypey-
K020 cedna: TypeluKoe ceyio OObIYHON (GOpMBbI U pa3me-
POB; KoHcynvmayus 3HOOKPUHONO2A: TUNOKATUEMUs,
BEPOSITHO, OOYCIIOBIIEHA MATOJOTMel MOYeK, JAHHBIX 3a JH-
JIOKPUHHYIO TIATOJIOTHIO HET. B xode nposedentoeo 0bciedo-
8anus OUASHO3 He nepecMampusancsi. AHOMaIUsL Pa3BUTHS
MOUEBOM CHCTEMBI: THIOIIACTUYECKas! IUCTIIa3ust oYeK. Xpo-
HUYECKHH MHTEPCTULINATBHBIA HeQpUT BHE 00OoCTpeHust. [u-
MOKanMeMuyecKas mouka. V301upoBaHHbIl MOYEBOM CHHAPOM.
BTopuuHblil 1€KOMIIEHCUPOBAHHbIH METa0OIMYeCKUIl allKaslos.
[MpaBocroponnuii HedponTo3 1 c1. CoxpaHHast QyHKIHS TM0-
YeK.

AptepuanbHasi TUIIEpTEH3Hs He 3aperucTpuponana. B xone
TOCMHUTATM3AINK MPOBOAMIACH aTUMEHTapHass U MeJMKaMEH-
TO3HAsl KOPPEKLHs BBISBICHHON TUITOKATUEMHUH M MeTabomnu-
YECKOro alikayio3a. B yIOoBIEeTBOPHUTEIHHOM COCTOSHHH
Beincanack (03.12.2004) non nabmonenus Hedposnora B 'HL]
C peKoMeHJalMel mpremMa MmpenaparoB Kajus, BEPOIITUPO-
Ha, 1rakapOa. B manpHelimem y Hedposora He HaOrOANACh,
PEKOMEH/TIOBAHHYIO TEeparuio MPUHUMAa He TIOCTOSHHO, KOH-
Tponb kanusi kpoBu, KOC kpoBu He MccienoBacs.

Tabnuua 6
MokasaTenun KNCNOTHO-OCHOBHOIO COCTOSAHUSA
KPOBU
Mokazatenun Hata
17.11.04 | 22.07.05 | 08.08.05 | 28.09.05
pH 7.44 7.4 7.42 7.46
pCO,, MM pT. CcT. | 61.5 78.5 65.4 70.0
BE, mmonb/n 14.4 18.8 14.2 259
HCO,", mmonb/n | 41.6 48.6 42.0 49.6
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npasasi movka pazmepom 8,9 x 3.1

cm, naperxuma 1,3 — 0,9, KOHTYypBbI:
POBHBIE, SXOT€HHOCTh: HEe W3MEHEeHa, NMMPaMH/bl: OBAJIbHbIE
d = 1,0 cM ¢ runepIXoreHHsIM 000IKOM, YalleqHO-JT0XaHOY-
HBIH KOMIUIEKC HEe W3MeHeH. B mpoekuun nouku 6e3 ocoOeH-
HOCTEH, pacrojoKeHa: ONyl[eHa HIKHHUM MOJIOCOM J0
rpeOHs MOJAB3OUIHON KOCTH; JieBasi To4Ka pasmepoM 9,2 x
3.2 cm, napenxuma 1,4 — 0,9, KOHTYpbI: pOBHBIE, 3XOT€HHOCTb:
HE M3MeHeHa, nupamupl: oBaibHble d = 1,0 cM ¢ runepsxo-
TeHHBIM 00OJIKOM, YallleYHO-TOXaHOYHBIA KOMIUIEKC He H3-
MeHeH. B npoekimu nouku 6e3 0cOOSHHOCTEH, pacrosiokeHa
00b1yHO. O0NacTh HAMOYEUHUKOB 0€3 0COOEHHOCTEH.

B xone npoBeneHHOro 00CIe0BaHKs AMArHO3 He MepecMar-
puBasicsi: AHOMaJUSI Pa3BUTHSI MOYEBOM CHUCTEMbI: THIIOILIACTH-
yecKas OUCIIIa3us MouyeK. XPOHWYECKUH HHTEPCTHINAIBHBINA
HehpuT BHe o0ocTpenwsi. [ unokanmeMuieckas movka. M3omu-
pOBaHHBII MOUEBOM CHHAPOM. BTOpHUHBII nekomMIeHCHpOoBaH-
HbI MeTabonuyeckuii ankanos. [1paBocroponnuii Hedporros 1
cr. CoxpaHHasi (DyHKIIUS TTOYEK.

ApTepuainbHas TMIEPTEH3UsI He 3aperucTpupoBaHa. B
XOJie TOCTIUTAIN3alMK MPOBOIUIACH aATMMEHTapHas U Meu-
KaMEeHTO3Hasi KOPPEKLHUs BBISIBICHHOW TMIOKATHEMUU U
MeTaboIMYeCKOro ajKanosa. B ynoBIeTBOPUTENIEHOM COCTO-
stHuM Boincanack (12.08.2005) nmox Habmonenus Hedposora
B 'HL ¢ pekomennanueill mpuema mpenapaToB Kallus, Be-
poumnupoHa, AMakapda U roCnUTaIU3aUK s 1000cieno-
BaHUs Ha Hedposoruueckoe oraenenus CII6IMY.

5.09.2005 nocrynuna Ha 1-e Hedposoruueckoe otTaese-
Hust CII6I'MY. [pu nocTyrieHun COCTOSIHUE YOBJIETBOPH-
TeNbHOE, CO3HAHME SICHOE, KOXKa U BUJAMMBIE CIM3UCTHIC
yucThle, 00bIYHOrO 1BeTa, UMT — 13,06 Kr/M>, OTEKOB HET,
Al — 110/70 mm pt. cr., HCC — 68 ynapa B MUHYTY, TOHBI
cepaua sicHele, YnucThle, myMoB HeT, Y/IJ[ — 16 B MunyTy,
JbIXaHHE KECTKOe, XPHUIIOB HET, )KUBOT MSTKHH, Oe300I1e3-
HEHHBIH, TIOYKH HE MaJbIHUPYIOTCS, NOKOJIAUMBAHUE IO T10-
sicuuie 0e300sie3HEHHOE.

B nomonHeHue k aHaMHe3y OBLIO BBISICHEHO, YTO Maly-
€HTKa pojAMJIach OT MepBoi OGepemMeHHOCTH B cpok. bepe-
MEHHOCTb y MaTepH npoTekana 6e3 ocnoxxHeHui. Bec u poct
MPU POXKICHUU HE TIOMHUT. J[aHHBIX O HAIMYMU MaTOJOTHU
MOoYeK, CePAeYHO-COCYANUCTON CHUCTEMbl MJIM HapyIICHUN
BOJIHO-COJIEBOI'O FOMEOCTa3a y POIACTBEHHHUKOB HeT. M3 me-
peHeceHHbIX 3abomeBaHuii oTMevaeT Tonbko OPBU.

JlaGopatopHo: kaunuveckuil ananrus kposu: Op — 4,0,
Hb — 132, Jleiik. — 3,9, COD — 4; obwuii ananuz mouu: CM.
Tabn. 3; Guoxumuueckuil ucciedo8anue CbleOPOMKU Kpo-
6u: cM. 1adi. 4; npoba 3umnuyxozo: 1007 — 1017, 1 > H;
¢yurkyuonaneHoe cocmosinue novex. cM. Tadn. 5; KOC kpo-
6u: cM. Tabn. 6; Y3U nouex u Haonoueynuxog: npapas nod-
Ka pazmepoM 9,5 x 3,1 x 4,0 cM, naperxuma 1,5 — 0,9, KOHTYpBI:
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POBHBIE, SXOT€HHOCTb: HE M3MEHEeHa, MUPaMUIbL: OBalIbHbIE d =
1,0 cM ¢ rumnep3XxoreHHbIM 00OKOM, YalIeYHO-TOXaHOUHBIN
KOMILIEKC HE M3MeHeH. B mpoekuuu noykn 6e3 ocoOeHHOCTeH,
pacrono)xeHa — OnylleHa HWKHUM TIOJIOCOM A0 TpeOHs MoJ-
B3/IOLLIHOW KOCTH; JieBasi o4ka pazmepoM 9,2 x 3.5 x 3,7 cM,
napenxuma 1,5 — 0,9, KOHTYpBI pOBHBIE, SXOT€HHOCTh HE M3Me-
HeHa, mipamMupl oBasbHbie d = 1,0 M ¢ rHIepIXoreHHbIM 0001~
KOM, YalleqyHO-JIOXaHOYHBIA KOMIUJIEKC He H3MeHeH. B
MPOEKIMU MOYKH: 0e3 0COOEHHOCTEH, pPacrookeHa: 0ObIYHO.
OOnacth HaanoyeyHukoB Oe3 ocoberHoctei. C ydeToM JiaH-
HBIX aHaMHe3a U pe3yJbTaToB o0cieoBaHus O0JIbHON ObLI
BBICTaBJIEH TpeABapUTENbHBIN AnarHo3: CHHAPOM KaHalb-
uesoi auchyunkunu. Knaccuueckuit cungpom baprrepa?
Cunapom ['mrenpmana? J{ns yTouHeHUS] TUarHo3a JIOMOJ-
HUTEJBHO BBITMOJIHEHO: OMNpe/ielieHue KOHLUEHTPALUN MarHus
B cbIBOpOTKe KpoBu: 0,9 MMoJb/a (Hopma — 0,7 — 1,05 mmouns/
n); KATII: 419,6 nir/mn (Hopma — 70 — 300 mir/mon).

Takum 00pazom, pe3yabTaThl ATUTEIBHOTO HAOMIO-
JIeHMsI MTALUEHTKY [10Ka3aIu HAJM4Me Yy Hee CTOMKON
TUMOKAINEMHH C KIIMHUYECKUMH MTPOSIBICHUSIMH (TeTa-
HUS, MbllIeYHas c1abocTh), C Y4ETOM OTCYTCTBHS B
aHaMHe3e yKa3aHWi Ha MPUeM JUYPETHKOB U aJUMEH-
TapHYI0 HelocTayy MpOIYKTOB, COJIEpXKaAINX Kaauid.

HabnaromaroTcst Takske MeTaOOJUYECKHUH alKanos,
HOpMaJbHBIM ypoBeHb AJl, OTHOCHTENIbHASI COXpaH-
HOCTb (UIIBTPALIMOHHOM CIIOCOOHOCTH MOYEK U TEH ICH-
1us K ymepeHHomy Hapactanuio KAIT mnasmel. Takas
KJIMHAYeCKasi KapTHHA 3aCTaBIIsIeT B MEPBYIO o4Yepeib
3aI0/1I03pUTh OJIMH U3 BapUMaHTOB CHUHApoMa baprre-
pa. BeposiTHOCTb Jpyrux COCTOAHUM, C HATMYUEM T'H-
MOKAJIMEMHUHU U ajKajo3a, B YaCTHOCTH CHHJpoMa
Konna, cunapoma Jlnamns, cuHIpoMa KaxyIerocs uz-
OBITKAa MHUHEPAJIKOPTUKOUIOB (nedunur 11-6era-rua-
pokcucTepuaeruaporesassl Tumna Il) unm pasnnyneix
TUIIOB BTOPUYHOTO (TMIEPPEHUHEMUYECKOTO) aJIb/10-
CTepoHu3Ma KkpaiiHe Maina. [IpakThyecku Bce 3TH 3a-
0oJsieBaHUS COMPOBOXKIAIOTCI CTOMKOW M BBICOKOM
apTepUANIbHON T'MIIEPTEH3UEH, KOTOPAsi HUKOI/IA He
peructpupoBanach y o0cysxkaaemoi nauneHTku. [po-
TUB cuHJpoMa KoHHA CBU/IETENBCTBYET U OTCYTCTBHE
u3MeHeHuit Y3U-kapTUHBI HAAMOYEYHUKOB (TIPU HEO-
JTHOKpaTHBIX HccaenoBanusx), nanHsie KT opranos
OpIOLIHOM MOJIOCTH ¥ 3a0PIOIIMHHOTO MPOCTPAHCTBA, a
TaKXe OTHOCHUTEJIbHBIO HE3HAUMTEIbHOE YBEIUYEHHE
KAIT (419,6 nr/ma (Hopma — 70 — 300 rir/min)). Pesyib-
TaThl AYMJIEKCHOTO CKaHWPOBaHHS M JOIUIeporpadun
COCY/IOB MOYEK (3aK/ITIOYEeHHEe: reMOIMHAMUYECKH 3Ha-
YUMBIX HapyLIEHUH KPOBOTOKA IO TIOUYEUHBIM apTepH-
SIM Ha BCEX YPOBHSAX HE MOJYy4YEHO; JaHHBIX 3a
TIOBBIIIEHHE BHYTPUIIOYEYHOTO COCYTUCTOTO COMPOTHB-
JIEHUS! HE BBISBIICHO), TAKKE CITy’KaT JIOMOIHUTEIbHBIM
apryMeHTOM IMPOTHUB BTOPHUYHOIO aJIbJ0CTEPOHU3MA.

Ha ocHoBe MMEIOIIMXCS JaHHBIX TOpa3fo CIOX-
Hee PeLIUTh BOMPOC, O KAKOM KOHKPETHO BapHaHTe
cuHpoma baptrepa uaer peus. Beisinenue 3abose-
BaHUsI B CPABHUTENHLHO MO3/THEM BO3PACTe, OTCYTCTBHE

BBIPa)KEHHOMN MOJMYPUU U TTOTUANUIICUH, TOBBIIIEHUS
9KCKpEIMH KaJbLKsl ¢ MOYOH cpa3y CTaBAT MOJI CO-
MHEHHE aHTEeHATaJIbHbIE BapUaHThl CUHAPOMA (THUIIBI
CB I u II). B cuity 00BeKTUBHBIX TIPHYHH €llle MEeHee
BeposATHBIMU TpejcTaBisiercs Cb, coderaromuiics ¢
HEWPOCEHCOPHOW ITYXOTOM MJIM &y TOCOMHO-/IOMUHAHT-
Hasl TUNoKaybIemust (cMm. Tadi. 1). Ha ocHoBe oTme-
YEHHOT0 BbILIEe HanboJee BepOSTHBIMHU 3200IeBaHUSMU
B paccMaTpUBaeMOM cllydae cliefyeT Mpu3HaTh J100
cunapoMm ['mrenpMana, oo cuHapoM baprrepa Tumna
I (maronorust CLC-Kb xnopubix kananos). [Tpu stom
nepBast MaHu(ecTaus 3a00J1eBaHKs BO B3POCIOM BO3-
pacte cxopee mo3BojsieT 3amnono3puth CI. OmHako
HauboJiee XapaKTePHbIMU OTIMYUTEIbHBIMU YepTaMU
MOCJIETHETO COCTOSIHUS CUUTAIOTCS CTOMKAs TUIOKAJb-
UYpHs U HaJTMuue runomarauemMud. [Ipu tpex ompe-
JICNICHUSX CYTOUHOM KCKPELIUHU KATIbIUS C MOUOH (CM.
Tab1. 5) TOJBKO B OIHOM CIlydae dTOT MmapameTp co-
craBun 1,55 MMOIb/CyT, a B AByX JAPYIHX MPEBBIILIAT
2,0 mmonb/cyT. KoHIleHTpalus MarHus B CHIBOPOTKE
KpPOBHU Yy paccMaTprBaeMoi OOJbHOM OKazanach HOp-
masibHOH (0,9 Mmoub/i; HopMa: 0,7 — 1,05 MMoTB/I).
B cBA3M ¢ 3TUM MBI BCE K€ pellnIi OCTAHOBUTHCS Ha
JMarHo3e: KJaaccuueckuii cunopom bapmmepa
(cunopom bapmmepa, mun III).

OnucaHHbIH cily4aid B 4eM-TO IOX0X Ha MPe/ICcTaB-
JICHHBIH UTanbsiHCKUMU Hedposioramu [7]. [ox ux
HaOMIOIGHNEM OKazasicsl 28-J1eTHUI MyK4YHMHa, KOTO-
pHIit ObLT 00CIIeI0BaH B CBSI3M C TIPU3BIBOM HA BOCH-
HYI0 ciyxOy. ToUHBIF aHaMHE3 HE U3BECTCH, KPOME
TOTO, YTO THUIOKATMEMHs! Obllla BIIEPBHIC BBISIBICHA B
25 7eT. HO JieTajabHOrO 00CIeIOBaHUS B TO BpeMsl He
npoBeld. Y MalueHTa, Kak v y Halied 00JIbHOM, 0TMe-
Yajach HOPMOMAarHueMusi, UMeJIN MECTO MOBBILIEHNE
KAII u ymepeHHbIH MeTaO0OIMUSCKUN alIKaja03 Mpu
HOpManbHBIX ypoBHIX AJl. [IpaBna, B oTiauune ot
HaOM01aeMoi HaMH MallMeHTKH, Y 00JIbHOT0, OIHCaH-
HOTO UTAJIBSHCKUMHU KOJJIEraMH, OTMeJasiach HUKTY-
pus (2 moueucnyckaHus 3a HOub). Hesamonro ao
o0cie10BaHMsT UMeNl MECTO 3IM307 JIEBOCTOPOHHEH
MOYEYHON KOJIMKH C OTXOXKJIeHHeM kaMHs1. Kpome Toro,
y 3TOro MalMeHTa HadJofasach HOPMOKAJIbIUEMHU-
yeckasl TMIepKajJblMiypusi, 4ero He ObUIO y Hamlen
60sibHON. CyIIECTBEHHO, YTO MOJIEKYISPHO-TEHETH-
YECKUW aHaJu3, MPOBEJACHHbBIA NUTATbIHCKUMU CIIELHU-
alMCTaMy, BBISIBUJI MYyTalUi0 (3HAYUTEIbHYIO
nenenuio) CLCNKB-rena, 4To cOOTBETCTBYET CHH-
apomy baprrepa, tuna III.

[ToHsATHO, YTO B CHITy IPUYMH, OMTUCAHHBIX BBIIIE,
JIMarHOCTHKa ToYHOro Bapranta Cb Ha OCHOBE KIMHU-
KO-(YHKIIMOHAIBHBIX JaHHBIX HE MOXET CUMTAThCS
JocTtoBepHoi. K coxasleHuto, MOJIEKYIISIPHO-T€HETH-
YeCKU aHalM3 y Hallled MalueHTKU He ObLT BBIMOJI-
HEH M0 TEXHUYEeCKUM NpuuuHaM. OJJHaKO OHa OCTaeTCs
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noa Ha6JHOIl€HI/ICM KIIMHUKHA U, BO3BMOXKHO, YEPE3 HEC-
KOTOpPOE BpeMsl IMarHo3 Oy/leT yTOYHEH.

B m1060M ciydae, Ha Hall B3IV, MPEICTABICH-
HOEe HaOJIoJIeHHe MILTFOCTPUPYET UHTEPECHBIH Bapu-
AHT KaHaJIbIEeBOW MUCOHYHKIIMH, KOTOPBIH MOTYT
BCTPETUTh HE TOJBKO MEAUATPBI, HO M «B3POCIBIEY
HedpoIory.
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