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PE®EPAT

PaccMoTpeHbl OCHOBHbIE 3/1EMEHTbI 3TMONATOreHe3a, KIAMHUKU, AUArHOCTUKM U fIeueHnst CMHAPOMOB BapTTepa u MMTensMaHa.
O6palleHo 0co60e BHYUMaHUe Ha BO3MOXHOCTb BCTPEUM 3TUX PeAKMUX HAC/eACTBEHHbIX TYGynonaTnii B NpakTuke «B3pOC/0ro»

Hedpposora.

Kntoyesble c/oBa: runokananemus, cuHapom baptrepa, cuHgpom 'mrensmaHa, B3pocnble.

ABSTRACT

The main elements of pathogenesis, clinics, diagnosis and treatment of Bartter and Gitelman syndromes are discussed. Highlighted
the possibility of meeting these rare hereditary tubulopathies in the practice of «adult» nephrologist.
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CuHppombl bapTTepa (Cb) u N'mtenbmaHa (CIN)
0YeHb MHTEPECHbIE B KMHWUKO-(DMU3MO0IOT MYECKOM MNa-
He BapuMaHTbl HacNeACTBEHHbIX TybynonaTuii, nepega-
loLmecs, Kak Nnpasmao, No ayToCOMHO-PeLECCMBHOMY
TNy (MCKMKOYEHNEe - ayTOCOMHO-JOMUHAHTHasa rnno-
KanbLMemus; CM. HMUXe), CONpOBOXAatoLLmecs Wnpo-
KUM CNEKTPOM CBOe06pa3HbIX HapyLleHWlii NOHHOIO
M KNCNOTHO-OCHOBHOTO romeocTtasa. OCHOBHbIM
00beAVHAOLW MM KTUHUYECKUM NPOSABIEHMEM 3TUX 3a-
6onesaHunin ABNseTCA runokanvemus. [laHHole cOCTO-
AHUA ABNSAIOTCA HE TONbKO KAMHWYECKOl npo6nemMoi,
HO 1 ecTeCTBEHHO MOAEeNbI, NMO3BONAIOLLEN NOHATb
MHOr/e MexaHW3Mbl TPaHCNOpTa MOHOB B KaHasblie-
BOM anmnapare fouyek.
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PasHbiM acnektam 3Tux 3abonesaHuii MoceBALe-
HO OYeHb MHOTO COO0OLLEHWIA, B TOM Yncne pyHLaMeH-
TaNbHbIX aHAMUTUYECKNX 0630p0B, 0NYyBANKOBAHHbIX
B OCHOBHOM Ha aHrnuniickom a3bike [1-10].

He ocTanucb B CTOpPOHe OT faHHOW npobnembl U
OTEYECTBEHHbIE CMeunanucTbl, B Ny6anKauuax Koto-
pbIX 3aTPOHYTHI PAS BOMPOCOB, CBA3AHHLIX C KINHU-
KO, LMarHOCTUKOI, NaTOreHe30M U leHeHNeM 3TUX 3a-
6onesaHuin [11-16].

B HacTofilLleil neKuMm Mbl NOMbITaEMCA KPaTKo
CYMMMWPOBaTb HAaKOM/IEHHbIe CBEAEHUA B OTHOLIEHUU
CB u CI', obpaTuB, KakK 1 paHee, 0c060e BHMMaHUe Ha
BO3MOXHOCTb BCTPEYU C HUMU «B3POCHbIX» Hegpo-
Noros.

[loBonbHO foNroe Bpems cUHAPOMbI BapTTepa u
MTenbmaHa cuMTannucb MpeporaTtvBoli NeauaTpos.
OfHaKo Hakon/jeHue onbiTa B AMarHOCTUKe U neve-
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HWUW 3TUX COCTOSAHWI NPUBENIO K TOMY, YTO CTana BO3-
pactaTb BEPOATHOCTb CTO/IKHOBEHWUS C HUMW U
«B3POC/bIX» CheunanncTos. 3T0 CBA3AHO C TEM, YTO
MHOT1e MauWeHTbl, Y KOTOPbIX Te AN UHbIe BapUaHTbI
CBb BbISIBNANUCL B LETCTBe, W, faxe, B aHTeHaTaslb-
HOM nepuoge, LOoXMBaKT [0 B3pOCNOro Bo3pacra, ne-
pexogs nof HabnoAeHve «B3pOCbIX» Hegponoros. C
LPYroi cTOpOHbl eCTb MHOTO CBEAeHWIA 0 TOM, YTO B
pafe cnydyaeB AaHHble HeponaTuu BMNepBble MaHU-
(heCTUPYIOT Y B3POC/bIX, MOMOALIX UK faXe MOXU-
nblX nogeit. OCo6eHHO 3HAYMMO AaHHOe MOJIOXeHUe
ana cuHgpoma mtenbmaHa [17-19].

Okasanocb, TakXe, YTO pas/inyHbIe BapuaHThbl
cuHApoMa baptTtepa (no-sugMMoMmy, B MepByH OYe-
pefb, «knaccuyeckuin» tun Ill) n, pexe, TpaguumoH-
HO OTHOCHILLMECA K «aHTeHaHaTalbHbIM« (Ja)ke Ta-
Kne 3K30TuYecKue, Kak, Hanpumep, Cb Tuna V), moryt
BMEpPBbIe BbIABNATLCA WK, NO KpaliHel Mepe, fuarHoc-
TMPOBATLCA Y B3POC/bIX UK NogpocTkos [20-23].

B 1962 F.C. Bartter n coasT. [24] onucanu gByx
nauMeHToB C rMNOKanMeMnYyecKUm askano3om, rune-
panb4oCTePOHM3MOM Ha (hOHEe HOPMasbHOro apTepu-
anbHoro gasneHus (Afl), CHUXEHHOWN MpPeccopHOW
peakuueli Ha BBefeHue aHrnoTeHsuHa Il (All) n ru-
nepnnasvein KCTarfoMepyasapHOro annaparta novek
(KOrA). B 1966 r. H.J. Gitelman v coaBT. npeAcTaBu-
AN mctopun 601e3HN Tpex NauUeHTOB C MblILIeYHOW
cnabocTblo, 06ycnoBneHHoW aepuumtom K+, 1 xpo-
HUYeCKUM [epmMaTUTOM (BO3MOXHO, atpubyT gedu-
umta Mg2+) BcrefcTBMe MOTepb YKa3aHHbIX WOHOB C
mouyoii [25]. 3abonieBaHne TakxKe MPOTeKano Ha hoHe
runepanbLocTepoHu3Ma v runeppeHuHemun. OnvcaH-
HOe COCTOAHWE, MOYYMBLUEE HAWMEHOBaHWe «CUHS-
pom mTenbMaHa», BKAKOYana fBHble NpU3HaKM CX0f-
CTBa C CMHAPOMOM, onucaHHbim F.C.Bartter n coasT.
B 1962 r.

3TN HabNOLEHNA NIerNI B OCHOBY OTKPLITUA Lie-
NoW rpynnbl HacNeACTBEHHbIX Ty6ynonaTuii, KOTopble
M NOMyYnnn B Ka4yecTBe 04HOro M3 Hanbosnee pacnpo-
CTpaHeHHbIX 060061 eHHbIX Ha3BaHW, HAMMeHOBaHMe
«CuHApom baptTtepa» [11].

PacnpocTpaHeHHocTb Cb u CI' B TOYHOCTU
Hen3BeCTHa. Pe3ynbTaTbl HEKOTOPbIX OLEHOK NOKa3bl-
BalOT, YTO OHa MOXeT gocTturatb 1,2 Ha 1 M/IH Hace-
NneHuna. OTN JaHHble, CKOpee, MOXO0XWU Ha «CPefHIot
TeMMepaTypy no 60/ibHULE», MOCKO/LKY OHW He oTpa-
XalT YacToTy BbIIBNIEHUA OTAENbHbIX BAPUAHTOB
CB. B T0 Xe Bpem#a nccnefoBaHus, NMpOBELeHHbIE B
page cTpaH, NPOSNBAIOT CBET M Ha 3TY CTOPOHY Npo-
6nembl. Hanpumep, B KocTa-Puke yacTtoTa HeoHa-
TaNbHbIX BapnaHTos Cb gocturaer 1,2 Ha 100 000
BbDKUMBLLMX HOBOPOXAeHHbIX. B KyBeiiTe, rae senuka
fona 6/1M3KOPOACTBEHHbLIX 6pakos, - 1,7. Pe3ko pas-
HATCA CBeAieHUs 0 pacnpoCTPaHEHHOCTH cuHapoma I'm-

TenbmaHa. MNonaraloT, 4yto B LLIBeLMM oHa foCTUraeT
19 Ha 1 M/IH HaceneHus, Torga Kak B AnoHun - 1030
(!1? - ABT.). B uenom, yacTtoTy BcTpeyaemoctu CI
OLEHMBAKT Kak 25 Ha 1 MaH o6weid nonynayuu. Mo
HEKOTOPbIM OLeHKaM, JONS reTepo3nUroTHLIX HOCUTE-
neit pethekTHbIX reHoB CIM moxeT gocturatb 1% cpe-
OV npeacTaBuTeneli eBpONeongHOM pacbl. 3TO NO3BO-
NnseT paccmaTpuBatb CMHAPOM [MTenbMaHa B Kaue-
CTBE OfHOI M3 Hambonee pacnpocTpaHeHHbIX
HacnefLCTBEHHbIX Tybynonatuii [5,14,26].

Cb c HeilpoceHcopHoit rayxoToii (Cb Tuna IV) u
CBE tnna V (CB npu ayTOCOMHO-LOMWHAHTHOW runo-
KanbLmemun) BoobLLe BCTPevaloTCa KpaliHe peako.

STwnonorna. Cb n CI - knaccumyeckue npegcra-
BUTENIY MOHOTEeHHbIX, TeHeTUYECKUN JeTePMUHUPOBaAH-
HbIX 3a60/1eBaHMN, HAaCNeAYOLWUXCS, KaK YXe yKa3sbl-
BasoCb BblIlLIe, MPEUMYLLECTBEHHO MO ayTOCOMHO-pe-
ueccmuBHomy Tuny (tabn. 1) u CBA3AHHbLIX C
pasnyHbIMK BuAaMu MyTauwuii. Hanpumep, TOMbKO
npu CI, onpegenstowmmcs gedektom reHa SLC12A3,
KOAUPYIOLW MM TUa3ng-4yBCTBUTENbHbIA TpaHCNopTep
B AMCTa/lbHOM M3BUTOM KaHanbue (cMm. Tabn. 1), onu-
caHo okono 140 (1) paznnyHbix myTayuid [5].

UTtobbl He BO3BpalLaThbCA fanee K 3TOMYy BOMpo-
cy, OTMeTUM elle OAUH MOMeHT. [lo/iroe Bpems cyu-
Tanocb, YTO COOTBETCTBYHOLWL M FEHETUYECKUA fge-
thekT (reHotun) npu Cb n CI' NnpakTM4ecky 04HO3Ha4YHO
onpejenseTt KNIUHUYECKYIO KapTUHY 3abonesaHus (de-
HoTun). OfiHaKo, 0CTaBasCb B OCHOBHOM CrpaBef/n-
BbIM, 3TO MOJIOXEHWE B psfe AeTaneil BCKOpe CTano
nogseprarbcs pesn3nn. OCoO6EHHO YETKO 3TO MposB-
NnfeTcsa B OTHOLWEHUU cuHgpoma vtenbmaHa. Knu-
HUKa [aHHOro COCTOSAHMSA MOXET HabngaTbcsd Kak
npu geheKTax reHoB, KOAMPYHOLWMUX TUa3nA-4yBCTBY-
TenbHbI TpaHcnopTep B AWK, Tak n CLC-Kb-kaHa-
Nbl, pacnofioXeHHble Ha 6a3anbHbIX MembpaHax Ty-
OYNAPHbLIX KMETOK TOACTOr0 BOCXOAALWEro oTAena
netnu Fenne (TnBIIT) u TOro e AMCTanbHOro U3BWU-
TOro KaHanbua (cMm. Tabn. 1). BoigBneHve Takoro tuna
CbB, Kak cuHgpom BapTTepa, couyeTatOWMiica C Heii-
poceHcopHoi rayxotoii (tun IV CB - cwm. Tabn. 1),
KOTOPbIA COrnacHo MOJEKYNSAPHO-TeHEeTUYECKON npu-
poje 0THOCMTCA K nMatosiornm xnopHeix CLC-Kb/CLC-
Ka-KaHanoB 1 cBA3aH C U3MEHEHUAMMU CrelnanbHoro
6enka - 6apTTHA, BbIMOMHAIOLLETO Ponb 6eTa-cy6be-
OVHUWLbI KaHana, 06bIYHO NPUBOANT K (POPMUPOBAHUIO
K/MHWYECKON KapTUHbI HE KNaccMyeckoro, a dakTtu-
YecKWU aHTeHaTanbHoOro cuHpapoma baptTepa [27].
OnucaHbl cnyyaun, Korga myTtaluy reHa, Kogupyrote-
ro CLC-Kb-kaHanbl, COOTBETCTBOBAIN KNIMHUKE, UMe-
loLein npusHakn nnbo aHTeHatanbHoro Cb, 6o CI
[1]. MpeacTaBneHbl HabMOAEHUS, KOra C TeYEHUEM
BPEMEHU NPY MONEKYNAPHO-TEHETUYECKMN LOKA3aHHO
npupoge naronorun CLC-Kb-kaHanos npoucxogmna
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TpaHchopmaLnsa KNMHUYECKON KapTUHbI OT Knaccuyec-
koro Cb K cuHapomy Mmtenbmaxa [1].

Cnepyet TakXe OTMETUTb, YTO K/IMHMYECKAA Kap-
TWHa, B ONPeAeNeHHo (Ho He abcontoTHoOIA!) Mepe, Mo-
XeT 3aBMCETb HE TOMbKO OT TOr0, KaKoi KOHKPETHO
reH MoBpexeH, HO 1 OT BMAa ero mytauum [28].

MaToreHes. Cb n CI xapakTepusyroTcs cnepy-
OLLLMMWN OCHOBHbLIMU NPOSBNEHUAMMN:

* Cunokanuemmns

» MeTabonnueckunii ankanos

* AKTMBALMNA PEHUH-aHTMOTEH3WH-aNbA0CTEPOHO-
Boii cuctembl (PAAC) - MOBbILWEHNE KOHLEHTpauun
anbgoctepoHa nnasmbl (KATT) 1 KoOHUeHTpauuu uam
aKTUBHOCTU peHuHa (API)

* HopMasbHble NN CHUXEHHbIE YPOBHU A/l

» HapyweHuna romeocTasa/noyveyHoli 3KCKpewum
Kanbuma n marHus

* [Mpoyne HapyLweHus (Monnypusa, yBennyeHune k-
CKpeuumn npocTtarnaHgnHa E2 XoHApoKanbLMHO3, ru-
noHatpuemus v ap.)

Mpn otgenbHbix BapnaHtax Cb n CIM moryT Tak-
Xe Habnwgatbca U Apyrue cUMNTOMbl (CM. HUXe;
Tabn. 2).

["'Mnokainemuns - ogHa U3 OCHOBHBbIX YepT, 06beau-
Hatowas sce BapuaHTbl Cb 1 CI'. MexaHn3Mbl noyey-
HOro TpaHcnopTa Kaaua U natoreHeTuyeckas 6asa
pasBMTUA TMNOKaIMEMUIA, MPU NATONOTUN TEX NN UHbIX
KaHanbL,eBbIX TPAHCMNOPTEPOB, OblU AOBOMBHO MOA-
PO6HO PacCMOTPEHbI B HALWMWX MPEeSbIAYLLNX NeKLMUAX
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[29,30], noaTomy 34ecb Ha 3aTuxX npobnemax Mbl OcC-
TAHOBMMCH O4YeHb KpaTKo. B ocHoBe dopmupoBaHus
CB tunos I, II, I, IV nexart gedektsl Ne,K,2C1-koT-
paHcnopTtepa, ROMK-kaHanos, CLC-Kb/CLC-Ka-
KaHanos nam CaSR (puc. 1). Kak Mbl yXXe oTmeyanu
paHee, fetheKTbl 3TUX MOHHBIX MEPEHOCUYMKOB U peLien-
TOPOB NPUBOAAT K NOCNEACTBUAM, OUYeHb MOXOXMUM Ha
BO3HMKatOLLMe NpU NPUMEHEHUN NEeTNeBbIX AUYPeTH-
koB [29,30]. B gaHHOW cuTyauuu HapyluaeTcs peab-
copbuma HaTpUA, Kanusa u Xiopa B TONICTOM BOCXOAA-
wem otaene netnu enne (cm. puc. 1). Mpu CI oc-
HOBHble W3MEHEHWA NMPOUCXOAAT B LUCTaNbHOM
M3BUTOM KaHanble (puc. 2). Bce 3T0, B KOHEYHOM
nTore, COMPOBOXAaeTCA NOTEPAMU AaHHbIX MOHOB C
MOYOI W, B YHACTHOCTW, Pa3BUTMEM TUMNOKaINEMMUN.

Kpome Toro, aktusauua PAAC n, npexje Bcero,
HapacTaHuWe YpPOBHS aNib[0CTepOHa CNOCOBCTBYIOT
YCUMIEHUIO KaHa/bLieBOM CEKpeLun Kanus B rnaBHbIX
KneTKkax KOPTUKanbHbIX cobupaTesibHbIX TpyoKax u
CBA3YHOLLMX KaHa/bLeB, YTO BHOCUT AONOAHUTE/bHbIN
BK/1aJ B pa3BuTue runokannemmu [29,30].

MHTepecHo Takxe, yto npu Cb tuna Il nepsoHa-
Yya/ibHO (B HeOHaTa/lbHOM Mepuofge) MOXeT Habnto-
[aTbCA He TUMNo-, a runepkanmemus. unepkanmemms
C TeYEHNEM BPEMEHU CMEHSAeTCA FMnoKannemuei.
[JaHHbl heHOMEeH 06BACHAIOT TEM, YTO MOCTEMEHHO
hyHKUMA pedekTHbIX ROMK-KaHanos 3amMelyaercs
(hyHKLMEN anuKanbHbIX KafiMeBbIX KaHanoB ApYyrunx
TMnos [4].



WHTepcTuumii

2K+

Na+

-65 MB

MeTabonunueckuin ankanos npu Cb u Cr ume-
€T, OYEBUAHO, TMMOXIOPEMUYECKYIO U TUMOKaTMEMU-
Yyeckyl npupogy. He Bxo4s B AeTanu naTtoreHesa
[aHHOr0 paccTpoiicTBa, OTMETUM, YTO B OCHOBE AaH-
HOro0 HapyweHWUa MOTyT nexaTb NoYveyHble NoTepwu
XJiopa, KOTopble MPUMBOAAT K rnrnoxsopemmm. 370, CO-
rn1acHoO NPUHLMNY 3/1EKTPOHERTPaNnbHOCTK, Bbi3biBaeT
3aMelleHVe fehmunTa aHMOHOB X/10pa BO BHEK/1ETOY-
HOM >XXWUAKOCTU TakXe OTPULATENIbHO 3apPSKEHHbIM
6vkapb6oHatom (HCO3J. JononHUTeNbHOE 3HAYeHne
B naToreHese meTabonunyeckoro ankanosa npu Cb u
Cl', BO3MOXHO, UMEET COKpalleHne ob6beMa BHEK/IEe-
TOYHOW XMNAKOCTK 1 akTnBauna PAAC (B nepByto ove-
pedb, BAUSHUE anbfocTepoHa). MocnegHuii, B vacT-
HOCTM, CTUMY/IMPYET BCTABOYHbIE KNETKN CBA3YIOLNX
KaHa/bLeB U KOPTUKaNbHbIX COOMpaTe/bHbIX TPYOOK,
YyCUNNBAsA BXOL B HUX Kanusa B 06MeH Ha Bogopog. 310
CNoco6CTBYET MOYEYHbIM NOTEPSM MPOTOHOB U BHO-
CUT CBOW BKNaj B pa3BMTMe ankanosa.

AkTusaumio PAAC npu Cb n CI' 06bI4HO CBS-
3bIBAlOT C COKpaLLeHVeM 3PPeKTUBHOro 06bemMa BHe-
KM1eTOYHOI XWNAKOCTW BCNeACTBME MOYEUHbIX MOTEPb
coneii. MpunHATO cunTaTth, 4TO y naymeHToB ¢ CI oHa
MeHee BblpaXKeHa, YeM Npu 60/bLIMHCTBE BapMaHTOB
Cb.

YpoBeHb ALl. HecmMOTps Ha HECOMHEHHYIO aKTu-
Bauuto PAAC y 60nbHbIX ¢ CB nnm CI, 06bI4HO cO-
XPaHAKTCA HOPMasibHble UMW UMEIOTCA HU3KME 3Ha-
YeHUs apTepuanbHOro gasneHus. Mpepnonaraercs,
yTo pocTy ALl y TakMX NauueHTOB NPenAaTCTBYeT yXe
YNOMSHYTOE YMeHbLUeHUe 3(h(heKTUBHOT0 06bema BHe-
KNEeTOYHOI XnaKocTW. He ncknoyatoT, 4To B hopmu-
pOBaHWM HOPMO-/TUMOTOHUM MpPU paccMaTpuUBaeMoil
naTosiorum MoXeT UMETb CHUXEHMe peakLuu cocyaun-

JliomeH

-10 mB

CTOW cUCTeMbl Ha npec-
COpHble (haKTopbl, HaNpu-
Mep, Ha TOT )K€ aHIMOTEeH-
3uH Il n akTnBaums cucre-
Mbl oKcupaa asota [15].
MHTepecHo, 04HaKo, 4TO
KOppeKLUusa rmnosonemMuu
BOCCTaHaB/nMBana OTBeT
Ha Ba30KOHCTPUKTOPbI NpK
Cb [8].

C Apyroi cTOpOHbI,
HapacTaHue KAI1 npuso-
OWT K YBEIMYEHUIO peab-
COpLMUN HATPUA B CBA3YIO-
L MX KaHabLax 1, rMasHbIM
06pa3oM, KOpTUKaNbHbIX
cobuparenbHbIX Tpy6Kax.
3T0 NpefoxpaHsAeT Takux
nayueHTOB OT pa3BUTUSA
thaTasibHOM rMnoHaTpue-
MWM, XOTS CHUXKEHUE KOHLEHTPaL MM HATPUA B CbIBOPOT-
Ke KpOBU BCe Xe HepelKo O0TMeyvaeTca y 60/bHbIX ¢ Cb
nnmn Cr.

HapyLueHunsa romeocTasa/noyvevHoOn aKcKpeLmum
KanbLua n MarHua. isameHeHus obMeHa uim peHasnb-
HOro TpaHcnopTa 3TUX ABYXBaNEHTHbIX KaTUOHOB OT-
NMYaloTCA NPU pas/INYHbIX BapuaHTax cuHapoma bap-
TTEpa unu cuHapome utenbmaHa. Ang aHTeHaTab-
Hbix BapuaHToB CB (I v Il Tunbl - cm. Tabn. 1) 06bIYHO
XapaKTepHa runepkanbuuiiypms (CyTouHas aKCKpeLus
KanbLmsa ¢ Mo4oil npesbiwaeT 6,0-6,5 mmons). Mpu
Cb tnna Il n3meHeHUs BbiBEAEHWNSA KanbLUUA NMOYKa-
MW BapuabenbHbl: HopMo- (2,0-2,5 - 6,0-6,5 mmonb/
CyT) TUMNO- UAW TUNepPKanbLuinypus.

Lna cuHgpoma MMTenbMaHa rMNoKaabLUiAypus
CUNTaeTCsa OLHON U3 Ba>KHEMWNX OTAUYUNTENb-
HbIX YepT.

C nosuunii cCOBpeEMEHHbIX NpeacTaBieHuli 0 Me-
XaHM3mMax TpaHcrnopTa ABYXBaNeHTHbIX KaTUOHOB B
TonBIMI npoue Bcero 06bACHUTL NPUUYUHBI NOTEPb
Kanbumsa v marHus, npu CB tunos | v Il nnn gelicteun
neT/neBbIX AMYPETUKOB. B faHHOI cuTyalmm paspylua-
eTCcs NOMEH-NO3UTUBHAA TpaHCcanuTenmanbHaa pas-
HOCTb MOTEHLMAN0B, CNOCO6CTBYIOLWAas, B TOM YUCIe,
peabcopbumy KanbLMa U MarHusa no napawenntonsp-
HbIM NyTam (puc. 3).

Heo6x0AMMO OTMETWUTb, YTO Ceilvac CyLLeCTBEH-
HO YTOYHEHbI NPefCTaBNEHNSA O MEXaHU3MaX napawuen-
NONAPHOTO TpaHcnopTa [BYXBaJIeHTHbIX KAaTUOHOB,
0cob6eHHO marHus, B TnBIMI. Moka3aHo, 4TO ecnu
NocnefHNA NpoLecc N He ABNAETCSA PeryanupyemMbiMm,
TO 3aBMCUT OT NPOHMLAEMOCTU MEXKIETOYHOIO NyTH
ans maruua. NMpoHWUaeMocTb, B CBOK O4Yepefb, BO
MHOrom onpefenserca knaygmHom-16 (napavennu-
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HOM-1 - 6enkom, pacrnonaratowmmMcs B aHHOW obna-
cTu). Mpun 3TOM MyTaL MK reHa, KOHTPOIMPYIOLLEro na-
pauennuH-1, NnpuBOAAT K pa3sBUTUIO CBOEOOPas3HOro
Hac/e4CTBEHHOTO 3ab60/ieBaHNA C ayTOCOMHO-peLec-
CUBHbIM NyTeM Nepejayn - CEMeNHON rmnoMarHmemMum
C rmnepkanbLmitypuein n HegppokanbLnHo3om [31].

CnoxXkHee NOHATb MeXaHW3M Pa3BUTUA TUMNOKaslb-
uuiAypun npu cuHgpome MmtensmaHa unm Nnpu UCnosb-
30BaHUM TUasnpoB. PaccMaTpMBAETCA HECKONbKO
MeXaHU3MOB:

» HapacTaHue maccvmBHOI peabcopbunn KanbLus
B MPOKCUMANbHOM KaHasblie BCMeACTBME YCUNEHUA
06paTHOro BCacbiBaHWA TaM HaTpuUA M3-3a COKpaLle-
HUSA 3PPeKTUBHOrO 06bEMA BHEKNETOUHOW XXMAKOCTH.

* YMeHbllIeHUe BX0Ja HaTpus yepes anmkanbHble
mMeMbpaHbl anuTenusa UK, npusogsulee K Ux runep-
Nonsipusaumm ¢ NocneayoLein akTuBaLnen NOTEHLU-

CNHAOPOM TMTENbMAHA/TUA3NAbI

Yrveterme NCC (TSC) |

N

MoveuHsie noTepn Axtusaums Na/Ca AKTMBaUMsA KanbLMeBbiX
NaCl obmeHa Ha KaHarnoB Ha
6asonarteparnbHbIX anuKansHbIX
v 6paHax AUK memGpaHax AWK
YMeHbLUeHne
adpcheKTUBHOrO
obbeMa
BHEKINETOMHON
HUAKOCTH
)
YBenuiexve
NPOKCUMaTHOU YBenuieHme peabcopbuum
peaGcopGuum Kanbuua B AUK
Kanbuua

\/

| FUNOKANBLIANYPUSA |
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an-3aBMCUMMbIX KanbLMEBbIX KaHa-
NOB W YBe/IMYEHMNEM BXOa KanbLua
B KneTkn. B panbHeiwem - ¢ Ha-
pacTaHveMm BbIXOAa KanbLua yepes
6asonatepanbHyt0 MembpaHy. Opa-
HaKo He fICHO, 3a CYeT KakKoro me-
XaHu3Mma.
* O4HO Y3 anbTepHaTUBHbIX
00bACHEHWI npeanonaraeT, 4YTO
YMEHbLUEHME BXOfa HATpPUA Yepes
NOMeHanbHyl0 Mem6paHy KneTok
OVK npnBoanT K KOMMNEHCaTOPHO-
My HapacTaHuio BXofa LaHHOro
KaTnoHa co CTOpOHbI 6asonare-
panbHOro nostca KneTku ¢ noMo-
wbto Na/Ca-06MeHHUKa. B gaHHOI
cuTyauuun yBennyeHue BbIXofja
KanbLua B UHTEPCTULMIA BbI3biBAET
HapacTaHue ero BCacblBaHWA N3 TyOYNAPHOMN XNAKOCTH.

[aHHble npeacTaBneHns B CXemaTU4eckoin gop-
Me CYMMWPOBaHbl Ha puc. 4. OQHAKO BOMPOC O TOM,
HaCKO/NbKO OHW CMpaBef/IvBbl, OCTAETCA OTKPbITHIM.

rMnomarHmemus (HopmaabHas KOHLEeHTpaumns mar-
HWMA B CbIBOPOTKe KpoBuM 0,7-1,05 MmMonb/n) cumTaert-
cA OfHUM W3 Haubonee xapakTepHbIX nposBaeHui Cr.
B noHumaHuMn naToreHesa AaHHOro paccTpoicTBa B
nocneaHue rogbl LOCTUTHYT ONpefeNieHHbIA Nporpecc.
OH, npexze BCero, cBA3aH C OTKPbITUEM OYEHb 60/Ib-
LOro cynepceMeiicTea cnewluanbHbiX MeMOpPaHHbIX
KaHanoB, TPAHCMOPTUPYHOLNX KalbLWiA N MarHuii -
transient receptor potential cation channel (TRP). Mo
KpaliHeil Mepe, OAWH U3 NpeAcTaBMUTeNei faHHOW rpyn-
nbl kaHanos (TRPMG6) niokann3oBaH Ha anukanbHbIX
membpaHax knetok OAVK (cMm. puc. 2) v anutenus
TOHKOIO KuLeyHnKa. He UCKNI0YEHO, YTO ero akTuB-
HOCTb (KOTOpast, NO-BUAMMOMY, B 3HAUNTE/ILHON Mepe
perynupyetcsa anugepmanbHbiM (hakTOpoM pocTa) B
CU/y HEyCTaHOBNEHHbLIX NPUYUH CHWXKAETCA Yy nauu-
eHtoB ¢ CI. lNMocnefHee NpMBOAUT K MOYEYHbIM MO-
TEPAM MarHua v passuTuIO rmnoMarHuemun. Onuca-
Hbl U U30/IMPOBaHHbIE MyTaL UK reHa, KOHTPOIMpPYIo-
wero TRPMG6, Beaywune K G(OPMUPOBaAHUIO
rmnomarHueMmny ¢ BTOPMYHOM runokanbunemueri - pega-
Koro 3abosieBaHus, Hac/lefyoLerocs no ayTocCoMHo-
peueccusHomy Tuny [31].

Celtyac aKTMBHO M3y4aeTca posb B Ty6ynspHOM
TpPaHCNopTe MarHUs 1 Apyrux npoTenHoB/TpaHcnop-
TepoB, B YaCTHOCTU, KnayaunHa-19 (s ThBIMIM), TRPM7
(8 AWK). He WCKOYEHO, YTO U3MEHEHUSA 3TUX 6en-
KOB MOTYT UMeTb 3HaYeHMe B MaTOreHe3e pacCTPOCTB
romeocTasa maruua npu Cb n CI [31].

HakoHel, cnefyet OTMETWUTb, YTO MPU aHTeHa-
TaNbHbIX WU K/TaCCMYECKOM BapuaHTax CUHApoMa
BapTTepa nosiBneHne runomMarHmemu v runepmarHui-



YpWM BO3MOXHO, HO He fIBAAETCA UX OTANYMTENIbHOW
4epTOi, HECMOTPSA Ha CHUXXEHMWE TPaHCLENN0NAPHOW
peabcopbummn atoro KkatuoHa B ThBIMI (CM. Bblle).
3TOT (PeHOMeH OOBACHAOT KOMMEHCATOPHbLIM Hapa-
CTaHMem 06paTHOro BCAaCbIBaHUA MarHUA B HuXene-
Xawmx oTaenax HedpoHa.

HapacTaHue MOYeyHOI 3KCKpeuuum npo-
cTarnaHanHa E2- BaxHeiiwas oTnMunTenbHas vep-
Ta aHTeHaTanbHbIX BapuaHToB Cb. MaToreHes fgaH-
HbIX HapyLlleHWii He n3BecTeH. Mpeanonaraetcs, yTo
OHW CBfi3aHbl C U3MEHEHNAMU LOCTaBKU X/opa K 06-
NacTn NJIOTHONO NATHA, YTO B CUJTY HEYCTAHOB/IEHHbIX
MeXaHW3MOB YCUMBAET 3KCMPECCUIO LLUKNOOKCUTeHa-
3bl TUNa Il (LLOT 1) - 0gHOro M3 KAYeBbIX 3H3MMOB
B 6MOCUHTE3€e NOYeYHbIX NpocTariaHinHos [32].

CyLwecTBEHHO, YTO YCUNEHUE 3KCNpeccum npo-
CTarnaHAMHOB, KOTOPbIe ABNAKTCA (PU3NONOrNYECKU-
MW aHTaroHMCTaMmn aHTUANYPETUYECKOrO rOPMOHa, Mo
KpaiHeil mMepe, 0T4YacTu, OTBETCTBEHHO 3a pa3BUTUe
Nnonuypun y Takux 60nbHbIX. [ocnefHee co3gaer
OCHOBbI N5 Ha3HAYeHMNA KaK HeCeneKTUBHbIX (06bIY-
HO - WHAOMETauWnH), Tak uU cenekTueHbix (LLOT 1)
MHIMOUTOPOB LMKIOOKCUTEHA3 B Tepanuu aTUX coCcTo-
AHWIA. CnefyeT UMeTb B BUAY, YTO aKTuBauus 6uo-
CMHTEe3a npocTarfnaHAnHOB TECHO accouuupoBaHa ¢
yCuUneHnem npoAyKunmn peHunHa. MoaTomy 1cnosb3o-
BaHWe HEeCTepPOUHbIX NMPOTUBOBOCMANUTENbHBIX
CPefCTB MOXET CNYXWUTb OLHMM U3 MOLXOA0B K KOp-
PeKuny rmnokKanmemun, nNo KpainHeid mepe, npu aHTe-
HaTafnbHbIX BapnaHTax Cb.

OfHako cumMTaTb aKTMBaLMilo GMOCUHTE3a Moyey-
HbIX MpOCTarfaHAMHOB eAUHCTBEHHOI NPUYNHON yBe-
NNYEHNA MOYEYHOW 3KCKPeLun BOAbl, OY4EBMAHO, He
cTouUT. Tem 60nee, YTO OHA HAGMIOAETCA He Mpu BCex
BapunaHTax Cb, Torga Kak Te WaM UHble CTeneHu no-
NNYypUM 0TMeYarTCsa Y 60MbLUNHCTBA MAaLUEHTOB C
aTuMu Tybynonatmamu. Mo-BUANMOMY, BaXKHEALLNM
KOMMOHEHTOM B HapacTaHUM MOYEeYHOl 3KCKpeLmm
BOAbI ABNAeTCA canypes. KoTopblil, B CBOKO 04epesp,
pa3BMBAETCA M3-3a HapyLUIeHWn peabcopbummn conei
BCNeACTBME Ae(heKTOB COOTBETCTBYHOLWMUX Ty6ynap-
HbIX TpaHcnopTepoB. Heobxo4uMO TakXe UMeTb B
BUAY, YTO HapyLEeHWUA TpaHCMopTa 3/IEKTPOIMTOB B
TnBMI (ocobeHHo u3-3a gehekta NKCC2) npuso-
AT K paspyLeHnto rUnepocMosianbHOCT UHTEPCTU-
LM MO3rOBOrO BELLECTBA MOYKM - BaXKHeNLWero ge-
TepMUHaHTa NaccuUBHON peabcopbuum BoAbl B cobumpa-
TeNbHbIX TPYBKax Mof BAMSHUEM aHTULNYPETUYECKOTO
ropMoHa. OrpaHn4MBaeTCcs B JaHHOW CUTyaLmMm 1 crno-
COBGHOCTb K FeHepauMm OCMOTUYECKM CBOGOAHOIN
BOAbl. Bce 3TO CHMXKaeT CnOCOB6HOCTb NOYeK K KOH-
LEeHTPMPOBAHMIO N Pa3BefEeHMNI0 MOYM, YTO OCOBEHHO
XapaKTepHO A/19 aHTeHaTanbHbIX BapnaHToB Cb. Kpo-
Me TOro, gedekTbl 6apTTMHA, KaK COCTaBHOW 4acTu

CLC-Ka-kaHanoB B TOHKOM BOCXO/ALLEM OTAe/e MNeT-
NN, ONpPesenatoT 3Ha4YNTENIbHOE CHUXKEHME CMOCO6HO-
CTM K OCMOTUYECKOMY KOHLEHTPUPOBAHUIO MOYU
(BCnefCcTBME HapyLLeHWiA (hOPMMPOBaHUSA FTMNepoCMO-
NAPHOCTU UHTEPCTULUA BHYTPEHHErO MO3roBOro Be-
WwecTBa Noyek). ATo, B CBOKO O4Yepefdb, CMOCO6CTBY-
€T Pa3BUTUIO BbIPAXXEHHON MONNYPUM Y MaLMEHTOB C
Cb tnna IV.

Tak unn nHaye yrHeteHme aktmsHoctn NKCC2,
CLC-Kbunnn ROMK-KaHanoB, pacnonoXeHHbIX B 3Mu-
TE/IMN KNEeTOK TO/ICTOr0 BOCXOAALLEro othena netiu
[eHne, B KOHEYHOM WMTOre HapyLlaeT C/IOXKHYIO CuC-
TEMY TpaHCcrnopTa MOHOB B JAHHOM OTfefne HepoHa.
3TO NPUBOAUT K canypesy v ANypesy n Lenomy pagy
nocnesywLWnx pacCTporCTB, O4YEHb HAMOMUHAIOLLMX
Te, KOTOpble BO3HMKAKT NPWU A/IUTENLHOM NPUMEHE-
HUW NeTneBbIX AUYPeTMKOB (MceBao-bapTTepoBCKuii
CUHAPOM). HanomMHuUM, 4TO JaHHble npenapaTbl AB-
naTca cneynguyeckumu nHrnéutopamm Na,K,2Cl-
KOTpaHcnopTepa, pacrnonoXXeHHOro Ha anukaibHbIX
mMemb6paHax knetok TnBII (cm. puc.l).

Ecnn ctpagaetr "BkoTpaHcnopTep, HaxoAad-
WuniAica Ha NOMeHanbHbIX MembpaHax KneTok guc-
TaNbHOr0 M3BUTOrO KaHanbla, TO Y NauueHTa pas3su-
BaeTCA KNMHnyeckas KapTnHa CI, noxoxas Ha coCcTo-
AHWe, BO3HMKaIOLLee Npu NPOLOKUTENBHOM NpUeme
TNa3NL0BbIX LUYPETUKOB (CM. puc. 2).

XOHAPOKaNbLMHO3 MOXET HabnioaaTbCA Y HEKO-
TOpPbLIX MpefCcTaBUTeNeil cemeil, B KOTOPbIX Npocne-
XuBakTca cnydyan cuHapoma MutenbmaHa. MNartore-
HETMYeCKO OCHOBOI [aHHOr0 COCTOSHMS B HacToA-
ee BpemMs CUMTaeTC LeUUMT MarHus, nocKonbKy
3aMecTUTeNIbHasA Tepanusa COMSAMWU 3TOr0 KaTUOHa
MOXeT 6o npefoTBpaTuTh, NMM60 KynuposaTb Ta-
Kne nposBfeHuns.

HeipoceHcopHasa rnyxoTa - OTAUYMUTENbHAS
yepta Cb TmMna IV. [laHHoe 3abonesaHue, No-BUAK-
MOMY, BCTpeyaeTcs OYeHb pefKko. [aToreHes ero on-
pesnensetcs gethekToM 6apTTUMHA - Genka, urparoLlero
ponb obuwein p-cybbeauHuubl, kak CLC-Ka (B ocHOB-
HOM MpefcTaBfeHbl B TOHKOM BOCXOJALEM OThene
netnu eHne v BHyTpeHHeM yxe), Tak u CLC-Kb-ka-
HasioB (B OCHOBHOM MpeAcTaB/ieHbl B TO/ICTOM BOCXO-
faauiem otgene netnu CeHne v gUCTasbHOM U3BUTOM
KaHanble). [eTanbHad XapakTepucTuka TpaHcrnopTa
MOHOB BO BHYTPEHHEM yXe [jaHa, HanpumMep, B 063ope
B. K. Kramer u coaBsT. [2], N03TOMY Ha AaHHONA npo-
6neme 3fecb Mbl O0CTaHaB/MBaTbLCA He Gydem. 3ame-
TUM TO/IbKO, YTO 3TW NPOLLECCbl B YEM-TO MOXOXMN Ha
npoucxogawme B TnBMI. MNMocnegHee, B Kakoi-TO
Mepe, MOXeT 06bACHUTb XOPOLUO U3BECTHbLINA OTOTOK-
CUYECKMNn 3pheKT BbICOKMX [03 Pypocemmaa.

Kak y>xe oTme4yanocb Bbille, CUHAPOMbI bapTTe-
pa u 'mMtenbsmaHa B NaToM3MONOrMYECKOM MNnaHe
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BapuaHTbl cnHgpoma baptTepa (I. Zelikovic n coaBT. [1])

O4YeHb MHTEepecHble 3ab6oneBaHns. B KakoM-TO CMblc-
Ne OHW NpeAcTaBnAlOT cO60i eCcTeCTBEHHbIe MOAENN
ONA U3YYEHNA MHOTUX MeXaHW3MOB Pa3BUTUA CamblX
pa3HbIX MaToNOrMyYecKux CocToAaHMn. Hanpumep, npu
Cb n CI', HecmoTpsa Ha aktuauuto PAAC u, B nep-
BYIO O4Yepeflb, HapacTaHuWe YPOBHA aHrnoteHsuHa ll,
KOTOPbIA, NOMWMO MPOYEro, ABAAETCH MOLLHbIM WH-
LYKTOPOM 3KCMpPeccuu MpoBocnanTe/IbHbIX U Npoghunb-
POTMYECKUX LIMTOKMHOB, MPaKTUYeCKn He Habnopga-
eTCs YCUNEHNA UX NPoAYKLUMK (3a nckiodyeHnem TNF-a)
[33]. 310, No-BUAMMOMY, NPefOXPaHAET TakKnX 60/ib-
HbIX OT HEXenaTenbHOro PeMofennMpoBaHua CoCyamn-
CTOI CUCTEMbI M Pa3BUTKA aTepoCcKneposa, B YeM, Mo
COBPEMEHHbLIM JaHHbIM, PO/ib XPOHWYECKOro BOCMa-
NNTENbHOTO CTpecca oYeHb Benmka. C apyroi ctopo-
Hbl - 3TV CBefeHMs BOOOLLEe MO3BOJIAOT 3a4ymMarbCca
0 MecTe aHruotesmHa Il B npoueccax, YynoMAHYTbIX
BblILLE.

CnefytowWwmnin NHTEPECHbI MOMEHT. Y HEKOTOpPbIX
naumeHToB ¢ CIC BO3MOXHO MNOSB/IEHNE Aenpeccus-
HbIX COCTOSHWIA. MaToreHe3 aTux MCUXUYECKUX pac-
CTPOWCTB He M3BECTEH, HO BO3MOXHO, YTO OH, MO Kpaii-
Heli Mepe, OTHYACTW CBS3aH C AeMLMTOM MarHusa. Bo
BCAKOM C/lyyae onucaHbl HabnogeHus, Korga UHQy-
3Un cynbata MarHus 66ICTPO U MOMHOCTLIO U3M1eYn-
BaNW denpeccuto y 60nbHbIX ¢ CI [34].

PaccmoTpeHne naToreHereTMYeCKUX OCHOB psaja
OPYTUX HapYLLUEHW, BOSHUKAIOLLMX MPU TEX UAN NHbIX
BapnaHtax Cb n CI, MOXHO MPOAO/IKNTS.

OpHako, ncxoas U3 Lenn JaHHoro coobLLeHuns, Mbl
BCe e nepeigemMm K KAMHWYECKMM acrnekTam 3TOM
npo6nemsl.

Knaccugmkaumsa. HekoTopble KnaccuguKaunoH-
Hble npo6neMbl Cb n CIT yxe 6binn 3aTPOHYTHI pa-
Hee (cm. Tabn. 1).

B cBoe Bpema 6blna co3faHa KMHUYECKas Knac-
CU(UKaLMA COCTOSAHMI, XapaKTepU3yLLUXCA B OCHOB-
HbIX YepTax rmnokanuemueli, akTuBauneii peHH-aH-

92

rMOTEH3NH-abg0CcTepoHoBO cuctemsl (PAAC), me-
Tab0NMYEeCKUM anKano3oM Y HOpMaibHbIMU UAN CHU-
YXXEHHBIMW YPOBHAMU apTepuansHoro gaeneHus (AL)
[11]. AaHHYO KnaccuuKaLmioo ¢ fononHeHnammn (ka-
calommmncs, npexe Bcero, onncaHuna cuHapoma bap-
TTepa, CONPOBOXAAOLLErocs HelipOCEHCOPHOM FNyXo-
TOI), NO-BUAVMOMY, MOXHO MPUMEHSTb U B HACTOsLLee
Bpemsi. COrflacHO TakoW rpynnupoBKe, 3TU COCTOAHMS
MOXXHO MoApasfeNuTb Ha CrefyoLine BapuaHThl:

1) aHTeHaTanbHbll CBb (runepnpoctarnaHanH E2
CUHAPOM);

2) knaccmyecknii CB;

3) cuHapom BapTepa ¢ HelipOCeHCOPHOW FyXOTOW;

4) cuHgpom luTenbMaHa;

5) ayTOCOMHO-[,0MWHAHTHas runokansumemns (?);

6) nceBf06APTTEPOBCKNIA CUHAPOM.

C y4eTOM MONEKYNAPHO-TEHETUYECKOW NPUPOLbI
[aHHbIX 3a60N1eBaHuUi, B HacTOsLLEe BPEMS Yalle BCe-
ro BbIAENAOT cnefytoume sapnaHTel Cb (Tabn. 1) [1].

3amMeTum, 4TO abCONOTHOrO corfacus B OTHOLUE-
HUK Knaccuukaunm Cb HeT. Hanpumep, HEKOTOpble
aBTopbl paccmatpuBaloT CIT kak Cb tnna IV, a Cb ¢
HelipoCceHCOPHO rnyxoToii kak Cb Tnna V [11]. Kpo-
Me TOro, a8y TOCOMHO-AOMWHAHTHYIO TMMNOKabLUeMUIO
MHorga Boobuie He OTHOCAT K BapuaHTam CB. 3T0
3ab0/1eBaHNE MOXET NPOTEKATb C KTMHUYECKUMU NPO-
ABNEHUAMUN U 63 KNUHUYECKMNX NMPOABEHNA CUHAPO-
ma baptTtepa. Mo3aTomy B faHHOM COO6LEHUU NpoO-
67eMy [aHHOro COCTOSHMSA NOAPOGHO Mbl paccmar-
puBaTb He 6ygem.

KnuHmka. Kak yXe oTmevanocb Bbllle, Hacnej-
CTBEHHble TybynonaTuu, cBf3aHHbIE C BOB/EYEHUEM
MOHHbIX TPaHCNoPTEPOB, Haxoadawuxca 8 TonBIMT nan
AWK (cm. Tabn. 1), B cBOEl KAWHWYECKOW KapTuHe
MMeT psf CXOAHbIX yepT. Bce oHW mposBasoTCA:

* TUNOKaanemMmeil;

* TUMNOXJIOPEMUYECKUM (TUNOKATIMEMUYECKNM)
MeTabo/IMYeCcKUM asikasos3oM;



KnnHunyeckne npossBneHns OCHOBHbIX BapnaHToOB cuHapomMa BapTTepa
(no A.®. 3BepeBy ncoasT. [11], B.K. Kramer ncoasT.[2] ugp.)

X mouoi

* TO UNW NHOI cTeneHblo akTuBayum PAAC;

* HOPMasibHbIMU U CHKEHHBIMUW YPOBHAMU AL,

YacTo (HO He Bcerga) OHM CONpPOBOXAAKOTCA

* NONYPUER N NOMANNCHEN.

P UnbTPaLMOHHAA CNOCOOHOCTL MOYEK A/IUTE/IbHOE
BpemMs coxpaHseTcs Ha npuemieMoM ypoBHe, XOTH U3
3TOro npasuna 6bIBAOT U UCKNHOYEHNS.

B TO Xe BpemA CYLLeCTBYIOT U paf crneunduyec-
KWX MPU3HAKOB, B TOW UM MHOA Mepe XapaKTepHbIX
[NA pa3fyHbIX BapvaHTOB PacCMaTpPMBAEMbIX TyBy-
nonatuii (cMm. Tabn. 1), KOTOpbIE B OCHOBHOM, HO He
OKOHYaTe/NIbHO OMpefenaTca reHoTUnom 3abosesa-
Hua (Tabn. 2).

Paccmartpusaa knuHuky Cb n CI', cnegyet umetb
B BUY, YTO MPM 3TUX 3a601eBaHUAX MOTYT OTMeYaTb-
Csi ¥ Apyrvie NposiBNeHNA, He NPeLCTaBNEHHble B Tab.
2. Tak y HEKOTOpbIX 60MbHLIX MOTYT HabnAaTHCA
nuxopaaka 1 pasnnyHblie HapyLeHns Co CTOPOHbI Xe-
NYL0YHO-KMLLIEYHOro TpakTa. MpuynHoin 3Tnx cumn-
TOMOB CUMTAIOT aKTUBaL MO BMOCMHTE3A NpocTariaH-
AvHoB. Kak yXe yKasbiBasnock paHee, npu CB tuna Il
B HEOHATa/lbHOM Mepuofe MOXET BCTPeyatbCsd He
rmno- a runepkanvemus. B psge cemeil ¢ HocUTeNb-
CTBOM [e(EeKTHOro reHa TMasuayyBCTBUTENIbHOIO
TpaHcnopTepa (cuHAPOM [MTenbMaHa) BeAyLIUMU
KNMHUYECKUMU NPOABNEHUAMMU MOTYT ObITb Mocnen-
CTBMS TMMOMarHUMeMUN: aTtakcus, rOIOBOKPYXXeHNe,
HapyLUEeHWA 3peHNs.

HakoHeL, B 3aBUCMMOCTU OT K/IMHUKO-T€HETUYECKO-
ro BapvaHTa 3abonesaHus y nauuneHtos ¢ Cb unun CIr
B KIMHUKE MOTYT, MpexJje Bcero, npeo6sagaTs CUMM-
TOMbI, CB3aHHbIE C HA/IMYMEM PACCTPOWCTB MOHHOIO

romeoctasa: rurnokameMumm, runokaabLeMun, runo-
marHmemmu. OHW nofjuyac CKNajbiBalTCAd B BeCbMa
NnecTpylo KapTuHy, 4YTo TpebyeT OT Bpaya 60bLLOTO
BHUMaHMSA MPU ee aHaIn3e 1 XOPOLLETr0 3HAHUA KTUHU-
YeCKMX MPOSABNEHUIA [M33NeKTponuTemnii. Ha npak-
TUKe Yy B3POC/IbIX K Hanbonee ApKUM, KNMHUYECKU 3Ha-
YMMbIM U OMACHbIM COCTOSAHUSAM OTHOCWUTCA TUMOKa-
NNemMus, KoTopas MOXET CTaTb MPUYUHOW pa3BUTuA
TeTpanapesa C yrpoxaroLLeil 0CTaHOBKOW AblXaH1s Unn
hnBPUNNALNN XKENYLOUKOB.

[varHos v guddepeHunanbHblii guarHos. Mo-
CTaHOBKa [uarHosa cuHgpoma bapTTepa unaM CuH-
apoma lvtenbmaHa 6asvpyetcs, Npexpae BCero, Ha
BbISIBNIEHUW TeX KNUHUKO-6MOXUMUYECKUX NMPU3HAKOB,
KOTOpble ObINM MpUBELEHbI Bbie. Heobxoaum Tuia-
Te/bHbIA CO0P CeMeNHOro (HacnefCTBEHHOrO) aHaM-
He3a. B gmarHocTuKe faHHbIX COCTOAHUIA, KaK TOMbKO
YTO OTMEYasnoch Bbllle, 0YeHb BaXKHOE 3HaYeHne nme-
eT oceefioMfieHHOCTb Bpaya 0 Cb u CI.

OnihdepeHumancHas LUarHoCTMKa HanpasieHa B
OCHOBHOM Ha pasrpaHuyeHune CI u Cb n oTAenbHbIX
BapmaHTOB cuHapoma BapTTepa mexay coboii. Aud-
(hepeHUManbHbI AnarHo3, B NepByl0 oyepefb, OCHO-
BaH Ha XapaKTepHbIX KINHUKO-O6MOXUMUYECKUX MpPO-
asfieHuax. Cnepyet obpawartb BHUMaHME Ha 06beM
Anypesa (BblpaXKeHHasa nonmypua b6onee xapakTepHa
ONs aHTeHaTaNbHbIX BapuaHtoB Cb - cm. Tabn. 2).
YPpOBeHb 3KCKpeLun KanbLuma ¢ Mo4oli (CyToUHas ak-
cKpeuusa Kanbumnsa MeHee 2,0 Mmonb/cyT - npusHak Crl;
6onee 6,0-6,5 MMoNb/CYT - aHTeHaTa/IbHbIX BapuaH-
ToB CB). MatorHoMmoHn4YHbIM npossneHmnem CIT aB-
nfeTca runomarHmemms. HeobxoanmMo TONbKO UMETH
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B BUAY, YTO He BCe MposBeHUA 3aboneBaHUA MOryT
BCerfja nNpucyTcTBOBaTb B ABHOM Buie. Hanpumep,
Ta Xe runomarHvemuns npn CIL MOXeT NposBNATLCA
TONbKO MpKU nNposoumpyowmx obetodaTenscrsax. Kpo-
Me TOro, BO3MOXHO Hanunuune 3a60neBaHuii ¢ aTunmy-
HbIM (eHoTunom. Hanpumep, S.H. Lin n coasT. [35]
onucanu CeMbi0 C MONEKYNAPHO-TeHETUYECKU [LOKa-
3aHHbIM CI, y npefAcTaBuTeneli KOTOPO OTMeYanunchb
HOpMa/ibHble YPOBHU MarHus B CbIBOPOTKE KPOBU U
3KCKpeLuumn KanbLuusa ¢ MoYoid. HakoHel, KakK Mbl yXKe
OTMeyann paHee, y 4acTu 60/ibHbIX ¢ CBb B TeyeHue
XU3HU MOXeT NPOUCXOANTb TpaHCchopMaLus KInHU-
4eckol KapTuHbl (heHoTMNa).

JononHuTtensHy0 HopMaLnio B nnaHe gudde-
peHLManbHOM AMarHOCTUKE MOXeT faTb MCCefoBa-
HWe napameTpoB, KOTOPbIE He ABMAOTCA PYTUHHLIMU
(no KpaiiHeii mMepe, 418 POCCURCKUX HE(PONOroB) Ha-
npuMep, aKCKpeunn npocrarnaHanHa E2(nosbiweHne
BbIBeeHNs 3TOro 6MOIOrNYECKM aKTUBHOTO BELLECTBA
XapaKTepHo AN1f aHTeHaTanbHbIX BapuaHToB CB, HO
He TUNMYHO ANS KnacCu4eckoi opmbl 3TOro 3abone-
BaHua unn CI).

OnpegeneHHbIA CBET Ha BbISB/IEHWE TOFO NN MHO-
ro sapuvaHta Cb nnm cuHgpoma FmrenbmaHa MOXeT
faTb (YHKUMOHANbHOe uccefoBaHMe noyek. B ue-
NOM, NMPUHATO CYMTaTb, YTO NS aHTEHaTallbHbIX Ba-
pYaHTOB XapaKTepHO CHWXeHWe CNOCOOHOCTU Kak K
OCMOTUYECKOMY KOHLEHTPMUPOBaHUIO, TaK U pa3seje-
HUto moun. Mpn knaccuyeckom tune Cb nnn cuHgpo-
Me ['MTenbMaHa 0CMOTUYECKOE KOHLEHTPMPOBaHNE He
HapyLlaeTca AN HapyLlaeTca B YMEPEHHON CTeneHw,
HO, MO-BUAMMOMY, MOXET OTMEYaTbLCA CHUXKEHMNE CMOo-
COOGHOCTM K OCMOTMYECKOMY pa3BefeHUIo U reHepa-
uum ceobopfHol Boabl. B peanbHOCTK, OfHaKo, onpe-
fLleneHHoe auddepeHUnansHo-ANarHoCTUYeCKoe 3Ha-
YyeHue, Mo-BUAMMOMY, MOXET MMEeTb TOJIbKO npoba C
BOAHON aenpusauueit. Mpuberatb K ee NPUMEHEHNUIO,
CKOpee BCEero, CTOMT NpU HaMuYny OTUYeTANBOIN NOK-
ypumn (guypes 6onee 2,0 n/cyt). HopmansHble unm
cybHOpMasibHble pe3yNibTaTbl TeCTa XapakTepHbl Ans
CI unn CB Tuna lll, Torga, Kak y>xe HeogHOKpaTHO
yKasblBasoch Bbllle, NMPW aHTeHaTaNbHbIX BapuaHTax
Cb ocmoTMYecKoe KOHLEHTPUPOBaHMe CYLLECTBEHHO
KOMMpPOMeTUpyeTCS.

B03MOXHO, 6051e€ MHPOPMATUBHBIMU PYHKLMO-
HaNbHbIMY AU depeHLnanbHO-4MarHOCTUYECKUMU Te-
CTamy ABNAKTCA NPO6LI C NPUMEHeHNEM TUa3NA0BbIX
WM NeTNEeBbIX MOYETOHHbIX. JTOTMKa UCNO/b30BaHNA
aTux npo6 npn Cb nnu CI npegnonaraet, 4yto yxe
CKOMMPOMETUPOBaHHAA CUCTeMa TpaHCMNOPTa MOHOB
B TnBMI unn ANK He oTpearmpyeT (Unu Xy>xe oTpe-
arvpyet) Ha HasHayeHWe MeTNeBbIX WKW TUA3UAOBbIX
anypeTtunkos. Hanpumep, G. Golussi 1 coaBT. nokasa-
NN OYEHb BbLICOKYHO CMeUUPUYHOCTb U YyBCTBUTESb-
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HOCTb TMa3W4OBOro TecTa (O4HOKPaTHOe Ha3HayeHue
rmapoxnopTuasmaa per os nocne npegBapuTenbHOW
nepopanbHoi rugpatayun (10 ma/kr maccel Tena);
50 mr - B3pocnbiM, 1 MI/Kr maccbl Tefna -geTam u
nogpocTtkam). CorfacHo nofiyyeHHbIM UMW AaHHbIM,
B YCNOBMAX [aHHOW npobbl Hanbonee nHdopmaTus-
HbIM NOKa3aTenem ABgeTCA PpaKLMOHHAA IKCKpeLns
xfiopa. HapactaHve EFQHa 2,3% u 60nee oT 6a3anb-
HOro YPOBHS B TAKOW CUTYyaL MM NOYTW OAHO3HAYHO MO-
3BO/IAET OTKasatbca OoT amarHosa CI B nonb3y CBb
nnu nceepobapTreposckoro cuHgpoma (MCB) [36].

Cnepyowwmm coCTOSHMEM, Tpebyowum angpde-
peHunansHoro guarHosac Cb unm CI, aBnserca nces-
f[06apTTepoBCcKuiA cuHapom. MNCBHB vauwe BCero Bo3-
HUKaET y NuL, (06bIYHO XEHLLWH), 310yNOTPE6NAOLLUX
MOYEroHHbIMKN (Yalle BCero ypocemup) c Uenbio
CHUXEHUs Macchbl Tena. Bo3MOXXHO BO3HMKHOBEHMe
3TOro CMHAPOMA Mpu pPBOTE UK ANapee, B YaCTHOCTMU,
BbI3BAHHOI MpuemMoM cnabuTenbHbiX. MocnegHue
OMATb e MOryT UCM0Mb30BaThbCA NpefCcTaBUTENbHU-
LaMn MpeKpacHON NMoNOBMHbLI YenoBeyecTsa A4ns no-
XygaHua. B cnydyae nogospeHus Ha NMCB Heobxogmm
OYEeHb TWiaTeNbHbIA c6op aHamHe3a. OueHb BaXHO
3aB0OeBaTb JOBepue NaLuueHTKW, NOCKObKY MHOMue 13
HWX CKNOHHBI CKPbIBaTL 3/10ynoTpeb/ieHne guypeTu-
KaMu unu cnabutenbHbIMKU. V3 1abopaTtopHbIX Uccne-
[,0BaHWI MOXeT NOMOYb ONpejeneHne KOHLeHTpaLmm
(hypoceMua B CbIBOPOTKE KpPOBU uan moye. K coxa-
neHuto, B Poccum nocnefiHee OTHIOAb He fAB/AETCA
PYTUHHOR NpakTUKOi. MOXeT TakKe NoMoYb ucchne-
[0BaHMe KOHLeHTpaL MM UNN 3KCKPEeL MM X10pa B MOYe.
Ona MNCB, BbI3BaHHOr0 3KCTpapeHanbHbIMU MoTeps-
MW XULKOCTU U MOHOB (PBOTA, AMapesn), XapakTepHbl
HU3KMe KOHLeHTpauum xnopa B Move (MeHee 15-20
MMmonb/n). CnefyeT uMeTb B BUAY, 4TO MpU 3/10-
ynotpe6ieHun ypoceMmnom YpoBeHb X/10pa B MOYe
06bIYHO NOBbLILWEH UNK HOpManeH. O4HaKo OYeHb A/1n-
TeNbHbIA NpYeM npenapara, B KOHEYHOM MTOre, MO-
XeT NPUBECTU K CONEBOMY UCTOLLLEHUIO U CHUXKEHWUIO
MOYEYHOI 3KCKPeL MM Xopa.

B nto6omM cnyvae egMHCTBEHHbIM abCONMOTHLIM
noaTtsepxaeHnem aguarHosa Cb uwnm CI cnyxar pe-
3ynbTaTbl MOJIEKYNAPHO-TEHETUYECKOr0 MCcCrefoBa-
HMs. XOTA B AaHHOW CUTyauum NpUXoAMTCA U3y4aTb
OrpaHN4YeHHOe YNCo reHoB (cMm. Tabn. 1), BbINOMHE-
HWe JAaHHOro BUAa aHann3a COMPSHXKEHO C 60MbLINMHU
TpygHocTAMU. OHU 06YyC/IOBfiIeHbl 0YeHb GONbLIUM
YMCNOM MyTauuid pasnnyHbIX BULOB, Bbi3blBaKOLLMX
3TN 3ab60/1ieBaHUA, U OTCYTCTBUEM TaK Ha3blBaeMblX
«TOPAYNX TOYEK» - YUYACTKOB reHOMa, B KOTOPbIX pas3-
BUTWE TEX USIN MHBIX NOBPEXAEHNI KOHKPETHOTO reHa
Havnbosee BepoATHO. M0O3TOMY MOMEKYNAPHO-TEHETH-
yeckue uccnefioBaHMA TPebYOT MHOTO BPEMEHMU,
60nbLWKNX pacxofoB M Tpygo3arpaT. Hacko/ibKO Ham



M3BECTHO, B POCCUM NOKAa HET LEHTPOB, BafetoLwmx
MeToA4amMmn MOJeKynapHoi guarHoctukn CBb n Cr.
JNleyeHvie. NNevenne Cb n CI, B nepByt0 o4epepb,
onpegenseTcs KAMHUYECKOW KapTuMHOM 3aboneBaHus,
KOTOpas, B CBOK OYepefb, BO MHOTOM OMpefgensercs
reHotunom [4,5,8].
AHTeHaHaTanbHble/HeoHaTabHble BapuaHTel Cb
06bI4HO TPebYIOT YPreHTHON NHAY3MOHHOI Tepanuu
4151 KOPPEKLMW HapyLLEHWIA BOLHOTO U MOHHOIO rOMeo-
CTasa cpasy noc/ie poxaeHus pebeHka.
[JanbHeilwee neyeHye TakXKe Hanpas/eHo Ha Noj-
fepXaHvie MpueMIeMbIX YPOBHE KOHLEHTpaLuii Bax-
HelLNX NOHOB BO BHEKNETOUHOMN XNAKOCTU. [MOHAT-
HO, YTO B A/IMTENIbHOW NepPCNeKTNBe MH(Y3MOHHasA Te-
panua cofeBbIMW pacTBOPaMy HEBO3MOXKHA, MO3TOMY
3aMecTUTeNIbHOE N1eYeHne CoNAMM NPOBOANTCA PEr OS.
BonbHbIM, Kak npasuio, HEOOXOAMMO Ha3HayeHue
BbICOKOCO/IEBOW AMeTbl U NoTpebneHne NpPoAyKToB ¢
60NbWKM cOofiepXKaHUeM Kanusg u marHuga. OfgHako
TOMbKO 3@ CYeT AMeTMUYEeCKUX BO3AeiCTBUI AOCTUYb
Heobxogmmoro aekTa He ygaeTcd. Yawe Bcero
NnauueHTy MPUXOLUTCH PErYNSPHO MPUHUMATb COMU
Kanus, a MUHora v Hatpus, nNpu 3ToM L03bl BCerga npu-
X04uTca noabupaTb UHAMBMAYaNbHO. 3apybexHble
He(posiorn 06bIYHO PEKOMEHAYIT 15-MpoueHTHbIe
pactesopbl KCI n NaCl. lMNMpenapaTbl MCNOMIb3YIOT B
TpU-yeTbipe Npuema B CyTKW. B oTeuecTBeHHO npak-
TUKe 15-npoueHTHbIe paCTBOPbLI Maso pacrnpocTpaHe-
Hbl, NO3TOMY UX OObLIYHO 3aMEHAIOT, 6oNee NPUBLIY-
HbIMU HaM, 10-MPOLEHTHbIMMK, C COOTBETCTBYHOLLEN
KOPPEKTMPOBKOW [03bl. MNPy He 0YEHb BbIPAKEHHbIX
paccTpoiicTBax MOHHOro roMeocTasa, Hanpumep, ru-
noKaanemMumn B Ka4yecTBe CpeAcTBa NOAAepXKMBatoLLel
3aMeCTUTeNbHOW Tepanumn MOXHO nonpobosaTb UMe-
IOLLIMecs Ha pbiHKe O UL MHANbHbIE COMEBbIE CMECH.
JononHUTEeNbHO K TEpanuun conMm Kanus Hepea-
KO LenecoobpasHo uam HeobxoaMMo [06aBNATb Ka-
nuiicbeperarowme gnypeTukn. ECTb faHHbIE O MONbIT-
Kax MCMnonb30BaHWA BCEro CrekTpa npenapaTos 370-
ro paga: CrMpoHONAaKTOHa, aMuiopuaa, TpuamTepeHa.
K coxaneHuto, B Haweli cTpaHe (M B page Apyrux)
YUCTble NIeKapCTBEHHbIE POPMBbI [BYX NOCAELHUX Npe-
napatoB MpakTUYeckn oTCyTCTBYOT. OHM nocTyna-
0T Ha PbIHOK B BUAE KOMMNO3MTOB (Harnpumep, Tpuam-
nyp), KOTOpble BKAOYAOT U (hapMakonormyeckue
cpeAcTBa, npumeHeHue Kotopbix npun CBb nnn CI He-
XenatenbHoO, B 4aCTHOCTU, Thasugbl. oatomy, B pe-
anbHOCTW €4UHCTBEHHbIM Kanuiibeperarowum guype-
TUKOM, KOTOPbI/ Y HAC MOXHO ucnonb3oBath npu Cb
nnn CI, asnsgetca 6/10KaTOp MUHEPaNKOPTUKOUAHbIX
peLenTopoB - CMMPOHONAKTOH (Bepowin pupoH). C yye-
TOM NOB6OYHbLIX 3(h(heKTOB 3TOro npenapara (0CO6eHHO
npw 4IMTeNbHOM NPUMEHEHNI) MOLAAEPXKMBAIOLLYIO [O3Y
BEpOLUNUPOHa cnefyeT CTPEMUTLCA MUHUMU3NPOBATD.

HasHaueHwne coneil MarHus 6biBaeT HE06X0ANMBIM
npu CI n, n3pegka, npu Cb. MNpenapatom Bbibopa Ans
3TUX Uenei cumTaeTca MarHus xnopmg. OfHaKo OH
He BK/IIOYEH B MepeyeHb eKapCTBEHHbIX MpenapaTos,
paspelleHHbIX K NpuMeHeHuto B P®. MoaTomy, npak-
TUYECKWN efMHCTBEHHOW anbTepHaTMBOW ocTaeTcH
MarHus cynbat, nob6oyHble 3IPPEKTbI KOTOPOro npu
nepopasitHOM Ha3Ha4YeHWUM BCEM XOPOLLIO U3BECTHBLI. B
Lesiom, hakTUYeCKN BCE COMU MarHug MoryT npoBo-
LuMpoBaTb AMapero, NO3ITOMY AANTE/bHbIA UX MPUEM
OKasblBaeTCs HEBO3MOXHbIM. B AaHHO CBA3M K Npu-
MeHeHUI0 3TUX CPeACTB MPUX0oAUTCA npuberatb Ans
KyMnMpoBaHUA NPosiBAeHWIA TMNOMarHmemMum.

B cnyyae pa3BUTUA BbIPaXXEHHbIX KAWHUYECKUX
NPOABAEHWI TMNOKAIMEMUN, TUNOMArHUEMUK, TUNO-
KanbLuemum HeobXo4MMO HaYMHATL HEOTIOXHYIO UH-
(hY3MOHHYIO Tepanuio CONAMU LaHHbIX KaTMOHOB, KO-
TOpas NpPoOBOAUTCA NO O6LWMM NpaBuiaM C Mocnepy-
0L MM MEPEXOA0M Ha NepopasbHbIA NpueM.

PacnpocTpaHeHHOI NPaKTUKOIA B eYeHnK, B nep-
BYIO O0Yepefdb, aHTeHaTalbHbIX BapuaHToB CB aBnd-
eTCA WCMONb30BaHNe HECTEPOUAHbLIX NPOTUBOBOCNA-
nutenbHbiX cpeacts (HCMBC). CMbicn HazHauvyeHUA
3TUX Npenaparos CBOAMUTCA K NOAaB/IEHUIO MOBbILWEH-
HON MPOAYKLUMM MOYeYHbIX NpocTarnaHiuMHOB, YTO, B
4aCTHOCTU, MOXET faTb aHTUANYPETUUYECKUIA 3(dEKT.
Opyrum ocHosaHvem gnsa npumeHeHnd HCIMBC mo-
KeT cumTaTbCcs nogasneHme aktusHoctun PAAC, uTo,
B KOHEYHOM MTOre, JOMKHO NPOTUBOAEINCTBOBATL K-
nokannemun. Cpegun scex HCIMBC B Tepanuu Cb
CBOEro poja «30/10TbIM CTaHAapTOM» CHMUTAETCA WH-
JoMeTauuH, BO3MOXHO NOTOMY, YTO OH Hayas rnpumMe-
HATLCA paHblle BCeX W flyylle BCEro U3yyeH B [aH-
HOM niaHe. B [eTCKON npakTuke peKOMeHAO0BaHHas
[l03a MHAomMeTauuHa cocTtasnsaet 1,5-2,5 mr/kr mac-
Cbl Tena, pasgeneHHas Ha fAsa npuema [8]. [o03upos-
KW rpenapaTa y B3pocC/blX He oTpaboTaHbl. Ha Haw
B3rnsag, uHgometaumH (unm gpyrve HCrBC) B3poc-
NbIM naunveHTam ¢ Cb JO/MKHbI Ha3Ha4yaTbCsA TOJbKO
npu BblpaXXeHHON nonuypum (guypes 6onee 2,0 n/cyT)
n/vnn Npyu TMNOKaNMeMnmn, He KOPPUTMPYeMoi NCNofb-
30BaHMeM 3aMeCTUTeNbHOW Tepanuu CONSMU 1 Kannid-
cbeperarolwnumm guypetukamu. rNpu aTom Nogaepxu-
BaloLas fo3a npenaparta (C y4eTOM ero ynbLeporeH-
HOro 1 He(hPOTOKCMYECKOTO AeNCTBMA) AOMKHA ObITh
MWHVMMW3pOBaHa.

Momumo nHgometaumHa, B Tepanum Cb nbitaloT-
CA UICNOJIb30BaTb MOYMPOMEH NN CENEKTUBHbIE UHTU-
6utopsbl LLOT 1l. MecTo 3aTUX CpefcTB, Kak, BNpoyeMm,
M ApYrvux npenapaTto., AeiiCTBME KOTOPbIX B TOM uaun
MHOI Mepe HanpaBneHo Ha nogasneHne PAAC (6eTa-
610KaTOPbI, UHTMBUTOPbI AHTMOTEH3WH |-NpeBpaLlato-
Wwero (hepmeHTa), B IeYEHNUN AAHHOro 3abosieBaHUA
He onpegeneHo. HegaBHo 6biia ony6/1mMkoBaHa pabo-
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Ta, B KOTOPOW A4/ YTHETEHUA aKTUBHOCTW PEHMHA NpPK
CMHApOMe BapTTepa 6b111 yCNELHO NCMOb30BaH anuc-
KupeH [37]. HackonbKo apgheKTUBHLIM OKaXKeTcs Ta-
KOl MOAX0f4 MOKaxeT OyayLiee.

MporHo3. Ecnn CB nposiBnseTcs B paHHeEM Heo-
HaTasbHOM Nepuofe, NPOrHO3 ero KpaiHe cepbeseH.
Korpa 3a6oneBaHne CBOEBPEMEHHO He AMArHOCTMPO-
BaHO W He NPUHATLI Mepbl N0 JIEYEHUIO, TO BE/IUK PUCK
CMepTU HOBOPOXXAEHHOI0 OT HapyLUeHWii B BOAHO-CO-
NeBOro romeoctasa. Ecnu HeoHaTtanbHbIil Nneprog npoi-
[eH 6narononyy4yHo M COCTOSHWe MauueHTa ctabunum-
31POBaHO, TO OTAANIEHHbIA MPOrHO3 NPW afeKBaTHbIX
Mepax Mo /Ie4YeHNI0 N NPOPUNaKTUKe 06bIYHO BMNOMHE
YAOBNETBOPUTENEH, MO KpaiiHei mepe npu CB Tunos
I-H. OTcTaBaHMe B poCcTe U YMCTBEHHOM pPa3BUTUMN,
KOTOpOe OTMeYaeTcs Yy HekoTopbix feTeil ¢ Cb, ¢
TeYeHWeM BpPeMeHW Hepeako yAaeTca NpeofosieTb Ha
(hoHe afeKBaTHOM 3aMeCTUTeNbHOW Tepanuu ConsMm
Kanus, MCNo/b30BaHMM Kanuiicbeperawmnx guypeTtu-
KOB W MHAOMeTauuHa. [eTu B pa3BUTUM JOTOHAOT
CBOMX CBEPCTHMKOB. CuHapom bapTTtepa tna Il Te-
yeT 6o0see 61aronpmMsATHO, M 06bLIYHO afeKBaTHbIN
MOHWUTOPUHT JAHHOTO COCTOAHUA 06ecneyYnBaeT BMos-
He npuemIeMoe KayecTBo XMU3HWU. CuHgpom [Tutens-
MaHa BooO6LLe HepeKO NPOTeKaeT CYBKIMHNYECKHN, ero
NPOSABAEHNA MOTYT BO3HMKATb TO/ILKO MPU NpUcoesu-
HEHUW MHTEPKYPPEHTHbIX 3abonesaHunii (Hanpumep
pecnupaTopHble UH(EKL M) U, B LIeSIOM, XapakTepusy-
€TCA XOPOLUMM MPOTrHO30M.

OTpencHyto npobnemy npu Cb n CI' npeacTas-
NSET «MOYeUHblli» NPOrHo3. Hanbonee Taxen oH npu
Cb tuna IV, KoTopbIi XapakTepn3yeTca paHHUM pas-
BUTMEM TEPMWUHA/IbHOW NOYEYHON HeAOCTATOUYHOCTU
(TAH - cwm. Tabn. 2). Cneayet uMeTb B BUAY BO3-
MOXHOCTb pa3BUTUSA He(poKaibLMHO3a, B OCHOBHOM
npu CB tunos | u I, KOTOPbIA MOXET CTaTb MPUYMNHOW
TMH. C gpyroii CTOPOHbI - COBPEMEHHbIEe AaHHbIe
CBUAETENbCTBYIOT, YTO Y OTAeNbHbIX 60/bHbIX ¢ Chb
Tmnos I-111 BoamoxHO hopmuposanHne TINH n 6e3 He-
thpokanbumHo3a [28]. IHTepecHO TakXe, 4TO B NnTe-
paTtype onucaH, No KpaliHeii Mepe, OAWH Cnyyali pa3Bu-
Tma TIMH npu cuHgpome utenbmaHa [5]. HakoHed,
npw BegeHun nauymeHtos ¢ Cb un CIT Bcerga npnxogut-
Cl CUUTATLCHA C BO3IMOXHOCTbIO Pa3sBUTUA TAXKeENbIX
AM33NeKTpoNuTeMuUlA (0CO6EHHO TMMOKaNMeMUN), MHOT-
[a NpuBOAALLMX K daTanbHbIM NOCIefCTBUAM.

Tak unuM uHauye, «B3pOC/IbIE» BpayuM BCe yallie u
Yyawe ctanm HabnogaTb NauMeHTOB C ONMUCaHHbIMU
Bbllle BapuvaHTamu HacnefCTBEHHbIX Tybynonatuii.
CnepyeT, 0fHaKO, NPU3HaTb, 4TO 60/LLUIMHCTBO U3 HAC
(poccuinckmx «B3pocbiX» HE(PONOrOB) OKa3annchb He
rOTOBbIMU K C/IOXWBLUEACS CUTyauuu B CUNY Hepo-
CTaTOYHOr0 3HAKOMCTBA C 3TOl A0BO/IbHO PeAKOM, HO
BecbMa WHTepecHo natonorueit. MNpeactasnsercs,
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4TO NpUBELEHHbIE HIKE ONUCAHWUA KIUHUYECKMX Ha-
6/1104€eHMIA, UMEBLLME MECTO B Hallei npakTuke, no-
MOTYT Kakoi-TO Mepe BOCMOJIHUTb AaHHbIA npoben.

bonbHas C., 27 net, noctynuna B 1-e Hedponornyeckoe
OTAeNneHne KNUHUKN NponefeBTUKN BHYTPEHHUX 6GonesHei
CaHKT-MeTepbyprckoro rocyfapCTBEHHOro MegULUHCKOTO
yHuBepcuTeTa um. akag. N.M. Masnosa (CM6ICMY) B nnaHo-
BOM NOPAAKE NO HanpaBfeHWK TFOPOLCKOFO KOHCYNbTaTWB-
HOro Hetponormyeckoro ueHtpa CaHkT-MeTepbypra (FHL,)
c Xanob6ammn Ha BblpaKeHHY 06wyt cnabocTb, cygoporu
HUXHUX N BEPXHUX KOHEYHOCTel, COHNNBOCTb, M3 aHaMHesa
M3BECTHO, 4TO A0 1998 r. (Bo3pacT 20 neT) cumTtana ce6s 340-
poBoOVi, 0 3a60N1eBaHMN MOYEK U MOUYEBLIBOAAWMUX NyTeNn,
N3MEHEHWA B aHannsax MOYM HUYEro He 3Hana. MoBbIWeHNA
ypoBHSA Al He peructpuposanocb. B 1998 r. nocne Bbipa-
XXEHHOTo NMCMX03MOLMOHANbHOIO CTpecca pe3ko noxypgena
Ha 12 kr ¢ 45 kr go 31 kr. K Bpauam He o6pawanacb BNA0oTb 40
2003 r. B 2003 r. (B BO3pacTe 25 neT) B CBA3M C Manoi maccoi
Tena obcnefgoBanochb y TepanesBTa No MeCTy XWUTenbCcTBa, rae
BNepBble N0 ¥Y3W noyek BbiABNEH CUMNTOM NOAYEPKHYTbIX
nupammng (ryb6uatas mouka?).

[Ans yTouHeHWs gnarHosa HanpasneHa (15.12.2003 r.) Ha
Hedponornyeckoe otgeneHme JleHUHrpaacko ob6nacTHol
KAnHn4Yeckoin 6onbHULbl (OKB), rae 60NbHOR BbINONHEHO
BCecTOpoHHee o6cnefosaHne. KAMHWYECKUIA aHANU3 KpoBu:
aputpoumnTbl - 4,3x1012n, remorno6uH - 140 r/n, neikounThl
- 6,8x109n, CO3 - 15 mm/u. O6WMA aHanM3 Moun (taén. 3).
Buoxumunyeckoe nccnefoBaHne CbiIBOPOTKU KPOBU (Tabn.
4). NMpob6a 3umMHMUKOro: 1003 - 1026, 4, > H. MposeaeHa
oLeHKa ()YHKLMOHANbHOTO cCOCTOAHMA novek (Tabn. 5). On-
peaeneHa KOHUeHTpauus anbgoctepoHa B nnasme (KATM): 500
Hr/Mn (Hopma - 8 - 355 Hr/mn). Y3U noyek u HagnovyevyHu-
KOB: npaBasa noyka pasmepom 9,4x3,5 cm, napeHxuma 1,3-
0,9, KOHTYpbl POBHblE, 3XOTEHHOCTb He W3MeHeHa, Nupamu-
Abl oBanbHble d = 0,9 ¢cM € rMNepaxoreHHbIM 0604KOM, Ya-
IWeYHO-NOXaHOUYHbIA KOMNNEKC He M3MeHeH. B npoekuymu
NoyYykn: 6e3 0COBEHHOCTEeN, pacnonoXeHa: OnNylWeHa HUX-
HUM NONKOCOM A0 rpebHA NOAB3AOWHON KOCTWU; NeBas Mnou-
Ka pasmepom 9,2x3,5 cm, napeHxuma 1,4-0,9, KOHTYpbl pOB-
Hble, 3XOFEHHOCTb He M3MeHeHa, NupaMuAabl oBanbHble d =
0,9 cM C rMnepaxoreHHbIM 060AKOM, YalleYHO-NO0XaHOUHbIN’
KOMMNeKC He NW3MeHeH. B npoekuyum noykm: 6e3 ocobeHHOC-
Tell, pacnonoxeHa o06bl4HO. O6nacTb HafgnNo4Ye4YHUKOB 6e3
oco6eHHOCTel. DKCKpeTOpHaA yporpagus, saknodeHue:
BblAennTenbHaa GYHKLUMA NOYEeK COXpaHeHa, NPaBOCTOPOH-
HWIA HetponTo3 | cT. [lynnekcHoe CKaHuWpoBaHue u gonnne-
porpadus cOoCyfoB NOYEK. 3aknoueHne: remoguHammuyec-
KN 3HaYMMbIX HapylweHWih KpOBOTOKA MO MOYEUYHbIM apTe-
pPMAM Ha BCEX YPOBHAX He NONYyYeHO. [laHHbIX 3a NOBbILWeHNE
BHYTPMNOYEYHOr0 COCYAMNCTOr0 COMPOTUBNEHUA HE BblAB-
nevo. KoHcynbTauunsa 3aHAOKPUHONOTA: runokanuemMmns, Be-
poATHO, 06ycnoBneHa NaTtoNormeil Noyvek, faHHbIX 3a anbAo-
CTEpoOMYy HeT.

B xope npoBeAeHHOro o6cnefoBaHna AaHHbIX B NONMb3y
rybuatoil NOYKW He NONYYeHO, apTepuanbHas rMNepTeH3ns
He 3aperucTtpupoBaHa, 3HAOKPMHHAA NaToONOrMsa UCKNOYe-
Ha. BbicTaBnanca AMarHo3: aHomManus pasBUTUS MOYEBOM
CUCTEMbI: runonnacTnyeckas gucnnasnsa noyvyek. XpoHuuec-
KA MHTEepPCTULMANbHLIA HepuT BHe o6ocTpeHUs. Funokanu-
eMmyeckas noyka. M3onmpoBaHHbIA MoYeBOl cuHgpom. Mpa-
BOCTOPOHHMUI HedponTo3 | cT. CoxpaHHaa YHKLMA NOYeK.

B xofe rocnmTanusauuMu nposojmnacb anumeHTapHas u
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oBanbHble d = 0,9 CM C rMNepaxoreHHbIM 0604KOM,

Ta6bnmuya 3

Mokazatenun obuwero aHasnsa Mmo4vn YaleyHOo-N0XaHOUYHbIA KOMNNEKC: He M3MeHeH. B
npoekunMm noyku: 6e3 ocobeHHOCTel, pacnonoxe-

foxazaren ALe Ha: onyl,eHa HMXHUM NONCOM [0 rpebHsA No
16.12.2003 10.11.2004 22.07.2005 16,09.2005 - onyw Ao rp A
B3/l0W HOW KOCTW; neBas nouyka pasmepom 9,2x3,5
OTHocuTenbHasn cM, napeHxuma 1,4-0,9, KOHTYpbl: POBHbIE, 3XOTeH-
nAoTHOCTE 1016 1015 1010 1006 HOCTb: HE M3MeHeHa, Nupamupibl: oBanbHble d = 0,9

Peakyns uenoyHas uenouyHas uenoyHas

Benok HeT HeT HeT He
Caxap HeT HeT HeT He
NeWkouymnTtol 1- 3 B n/3p 2 - 5B n/3p 2 - 3 B n/3p en
dputpouyunTel ef. B n/3p ef. B n/3p ep. B n/3p en
UunnnHuapsb ef. B n/3p ef. B n/3p ef. B n/3p en

Pe3ynbTtaThl OMOXMMMNYECKOTO nccnegoBaHnMA CbiB

uenodyHasn

CM C TMNEP3IXOreHHbIM 0604KOM, YalWeyHo-N0Xa-

! HOUHbI/A KOMNNeKC: He M3MeHeH. B npoekunn nou-
T

Kn: 6e3 ocobeHHOCTe, pacnonoxeHa: 06bI4HO. O6-

. B n/3p
. B n/ap nactTb HajnoyeyHWKoB 6e3 o0CoOBEHHOCTel.
s nssp  KomnbioTepHas Tomorpadgua (KT) opraHos

OPIOLWHON MONOCTU M 3a6PHOLWMHHOIO MPo-
CTPaHCTBA. 3aknueHWe: opraHbl 6GptoLw -
HOW MoNocCTU M 3a6POWMNHHOIO NPOCTPaH-
cTBa 6e3 ocobeHHOCTeli; peHTreHorpamma

Ta6bnumuya 4

OpPOTKN KPOBU

Mokasatenn Aara TYypeukoro cegna: typeukoe cegno 06blY-
16122003 1011.2004 22072006 16092005 HO dopmbl n pasmepos. KoHCynbTauua
N 3HAOKPUHONOra: rnnokannemmns, BeposTHO,
O6wmnin 6enok, r/n 86 79,0 85 69
Xonecrepuu 06w mii, MMonL/n 5,07 4,26 4,03 obycnoBneHa naTonoruei noyek, faHHbIX 3a
W enounan dochatasa, E/n 47,0 SHAOKPUHHYIO NaTO/IOTUK0 HeT. B Xxopae npo-
Kanbyunit MOHW3INPOBAHHBLI W, MMoONb/n 1,25 1,26 1,21 1,12 BEleHHOT 0 06Cﬂe,ﬂ|OBaH|/|ﬂ AnarHo3 He ne-
Hatpuit, mmones/n 139.6 138.0 136.3 1386 pecMaTpuMBaNCA: aHoManus pasBuTUA Moue-
Kanuin, mmonb/n 2,52 2,8 2,23 3,0 -
BOW CUCTEMbI. rMnonnacTtn4yeckaa gncnnasuna
MouyeBMHA, MMOAb/n 6,62 4,18 5,03 1.1 o o
KpeaTuHuH, mMmmonb/n 0,092 0,092 0,119 0,116 no4ekx. XpOHquCKMM MHTEpCTI/ILLMﬁI'IbeII/I

MeAuKaMeHTO3Hasa KOpPPeKLus BbIABNEHHON rnnokanneMuu.
B yf0BNeTBOPUTENbLHOM COCTOAHUM Bbinucanacsh (30.12.2003 r.)
nog Ha6bnwopeHns Hetpponora MHL ¢ pekomeHpaumnei npu-
emMa npenapaTos Kanus.

BnnoTtb go 11.2004 r.y Hedpponora He Habn fanacb, anmn-
304MYeCKN MpuUHMMana npenapaTtbl
CbIBOPOTKW KpoBW He nposoguncsa. 09.11.2004 r. B cBA3U C
nosBNEeHNEM CY[OPOr HUXHUX W BEPXHWUX KOHEYHOCTel no-
BTOPHO 6blfa rocnuTanM3npoBaHa Ha Heponormyeckoe oT-
penenns OKB ans o6cnegoBaHns M yTOUHEHMA AmarHosa.

B npouecce rocnutann3aunu BHOBb MPeANPUHATO pas-
BepHyTOe o6cnegosaHune. KNMHUUECKNIA aHaNU3 KPOBMW: apuT-
poumnTbl - 3,9x1012n, remorno6buH - 132 r/n, nekoyumnThl -
4,1x109n, CO3 - 9 mm/4. O6WMA aHann3 moun (cm. Ta6n.
3) . buoxmmuyeckoe uccnefosaHne CbIBOPOTKU KPOBU (cMm.
Ta6n. 4). Mpo6a 3umHuLKoro: 1007 - 1028, A1 > H. Mposege-
Ha olueHKa PYHKLMOHANbHOIO COCTOAHMA noyek (CM. Tabn.
4) . OnpepeneHbl napameTpbl KNCAOTHO-OCHOBHOTO COCTOS-
Hus (KOC) kpoBu (Ta6n. 6). Y3W noyek n HafnoYeUYHUKOB:
npasas no4yka pasmepom 9,3x3,6 cm, napeHxuma 1,3—0,9,

Kanna, KOHTPONb Kanuna

KOHTYpbl: POBHblIE, 3XOFEHHOCTb. HE M3MEHeHa, Nupammnabl.

MNoka3aTtenn q[)yHKLI,VIOHafIbHOFO COCTOAHUA nNo4yek

MNokaszaTtenu

18122003 14112004
KpeaTuHWH CbBOPOTKM, MMOAb/n 0,082 0,092
MoyeBMHA CbIBOPOTKU, MMONb/n 6,62 4,18
HaTtpunit cblBOpPOTKM, MMONbL/AN 139 138,0
Kanuit cel BOpPOTKW, MMOANb/AN 2,75 3,23
Kanbyuit colBOpOTKN, 06W Mil, MMoOnNb/n 2,6
CyTouHas. akckpeuums Ca ¢ Mouoi,
MMONb/24 y 1,55
cCne, r/24 u 0,031
CK®, Mman/mnH 59,9 49,3

NMpumevyanune. CNB cytToyHas noTtepsa 6Genka.

HepuT BHe ob6oCTpeHua. Fmnokannemu-

yeckas nouvka. M301MpoOBaHHbLIA MOYeBOM
CUHAPOM. BTOPUYHbLIA feKOMMNeHCMpPOBaHHbLIN MeTabonunyec-
KUl ankano3s. MNMpaBocTOpOHHUI HeponTo3 | cT. CoxpaHHas
DYHKUMS noyek.

ApTepunanbHaa runepTeH3nsa He saperncrtpuposaHa. B xopge
rocnutanusayun NposoAmnach aNMMeHTapHas M MegnKaMeH-
TO3Hasf KOPPeKUWUs BbIABAEHHOW rnunokaamemMmn n metabonu-
4eckoro ankanosa. B yaoBneTBOpUTENbHOM COCTOSAHWUW BbiNU-
canacb (03.12.2004 r.) nog HabnwopgeHnsa Hedponora B THL ¢
pekoMeHfjaLueli npuemMa npenapaTtos Kanus, BepOLWNUPOHa,
nunakapba. B ganbHeiiwem y Hedhponora He Habnwpganach, pe-
KOMEH/[0BaHHY Tepanuio NPUHMMana He MOCTOAHHO, KOHT-
ponb Kanusa kposu, KOC KpoBu He mccnepoBancs.

21.07.2005 r. KOHTPONbHAA rocnmMTanmsayma Ha Hedpo-
nornyeckoe otaeneHma OKB. Mo fgaHHbIM 06cneaoBaHus:
KAMHUYECKUA aHanu3 KpoBu: 3dp - 3,99x10Ln, Hb - 137,
Neiik. - 4,8x109n, CO3 - 15; 06Kt aHANU3 MOYU: CM. Ta6.
3; BUOXMMUYECKOe nccnefoBaHue CbIBOPOTKU KPOBM: cM.
Ta6n. 4; npo6a 3uUMHMLKOro: 1005 - 1015, A > H; dyHKYMo-
HaNbHOE COCTOfHME NoyeKk: cm. Tabn. 5; KOC Kposu: cm.
Ta6n. 6; Y3/ noyek M HaAmnoOvYe4YHUKOB: npaBas Noyka pas-
mepom 8,9 x 3,1 cm, napeHxuma 1,3 - 0,9, KOHTYpbl: POBHblE,

9XOFeHHOCTb: He M3MEeHeHa, Nu-

Ta6nuuya 5 PaMmupbl: oBanbHble d = 1,0 cm ¢

T’MNep3axXoreHHblm OﬁO,qKOM, va-
WEeYHO-NTOXaHOYHbIA KOMMNNEeKC:

Nata

25072005 19092005 29.002006 He M3MeHeH. B npoekuunm noy-

Ku: 6e3 ocobeHHOCTei, pacnono-

0.109 0.112 0.111 XeHa: onyueHa HMXKHUM MO0 -
4,01 11 ~
: .4 ' COM [0 rpe6HS NOAB3AOWHOW
132,1 135,5 138,8
KOCTMW; NeBas No4YykKa pasMepom
2,55 3,5 3,0
2.5 2,34 2.4 9,2 x3,2cwm, napedxuma 1,4- 0,9,
KOHTYpbI: POBHbIE, 3XOT€HHOCTb:
2,99 3.7 He U3MeHeHa, NUpaMmujbl: oBanb-
cnepel 0.2 Hble d = 1,0 CM C FMNepaxoreH-
50,3 68,8 73,6

HblM OGO,D,KOM, vyaureyHo-noxa-
HOUYHbIA KOMMNNEKC: He W3MEHEH.

97
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Ta6bnuuya 6
MokasaTtesim KNC/TOTHO-OCHOBHOTO

COCTOAHUA KpOBU

MokasaTtenu Aarta
17.11.2004 22.07.2005 08.08.2005 28.09.2005

pH 7,44 7.4 7,42 7,46
pCO0O2 MM pT. CT 61,5 78,5 65,4 70,0
BE, MmmMmonb/n 14,4 18,8 14,2 25,9
BB, mMonb/n 62,4 37,1 62,2 21,7
HCO3,mMmmonb/n 41,6 48,6 42,0 49,6
pO2, MM pT. CT 13,6 12 20,4 12

B npoekuun noykun: 6e3 ocob6eHHOCTEl, pacnonoxeHa: 06bly-
Ho. O6nacTb HafgnNoO4Ye4YHNKOB 6e3 0COBGEHHOCTEN.

B xope npoBefeHHOro ob6cnefoBaHna AnarHos He nepe-
cmatpuBancd: aHoManuWs pa3BUTUA MOYEBOW CUCTEMbI: TU-
nonnacTuyeckas gucnnasna novyek. XpPOHWYECKUH MHTep-
CTUUManbHbIA HEPPUT BHe o060CTpeHMA. Tunokannemmnyec-
Kafg noyka. N301MpoBaHHbIN MOYEBON CUHAPOM. BTOPUUHbIN
LEeKOMMeHCUpoBaHHbLIN MeTabonuuyecknini ankanos. MNMpaso-
CTOPOHHMIA HedponTo3 | cT. CoxpaHHaa GYHKLMA MOYeEK.

ApTepunanbHaa rmnepTeH3nsa He 3aperucrpuposaHa. B
Xofe rocnuTanusaunm npoBogmnacb anMMeHTapHas U mMeaun-
KaMeHTO3Has KOpPpPeKLWa BblABAEHHON rMnokanuemMuun u
MeTab0onnyeckoro ankanosa. B yfoBneTBopuTeNbHOM COCTO-
AHUM Bbinucanacb (12.08.2005 r.) nog HabnwaeHns Heppo-
nora B MHL, c pekomeHgaumneli npuemMa npenapatos Kanua,
BepolwnNupoHa, Anakapba v rocnutanmsauun ana pgoobene-
[OBaHWA Ha Hedponorunyeckoe otgeneHns CMNerMy.

05.09.2005 r. nocTynuna Ha l-e Hedhponormyeckoe oTae-
nenna CMN6rMY. Mpu nocTynneHWn coCTOSsHUE yLO0BNETBO-
puTenbHOe, CO3HaHMe ACHOe, KOXa M BUAMMbIE CAN3UNCTbIE
060104YKKN YnCcTble, 06bIYHOTO uBeTa, UMT - 13,06 Kr/m2,
0TekoB HeT, Af - 110/70 mm pT. cT., YCC - 68 ya/MWH, TOHbI
cepAua ACHble, YncTole, WymosB HeT, YA A - 16 B 1 MUH, fbl-
XaHue XecTkoe, XpUMNOB HeT, XXUBOT MATKuii, 6e360ne3HeH-
HbI/i, NOYKN He NanbNUpPYyl TCA, MOKONAYMBAHNE MO NOACHU-
ue 6e3bonesHeHHOe.

B gononHeHue K aHamHe3y 6bIN10 BbISCHEHO, 4YTO Nayu-
eHTKa poAgunacb OT nepBoii GepeMeHHOCTW B CpoK. Bepe-
MEHHOCTb y MaTepu npoTekana 6e3 ocnoXxHeHuii. Bec n pocTt
npu POXAEHWN He NOMHUT. [laHHbIX O HaNU4YMM NaTonorumn
noyek, CepAeYHO-COCYANCTOW CUCTEMbl WAN HapyLlleHW
BOAHO-CONEBOr0 romeoctasa y poACTBEHHWKOB HeT. U3 ne-
peHeceHHbIX 3a6oneBaHunii oTMeyaeT Tonbko OPBW.

Na6opaTopHO: KNWHWUYECKUI A aHanu3 KpoBW: 3p -
4,0x102n, Hb - 132, Nleiik. - 3,9x109n, CO3 - 4; obwwmi
aHanu3 mouu: cm. ta6n. 3; GMOXMMUYECKOe WUCCnefoBaHue
CbIBOPOTKM KPOBU: cM. Ta6n. 4; npoba 3MMHMLKOro: 1007 -
1017, A > H; (PyHKUMOHaNbHOE COCTOSAHME NOYEK: cm. Tab/.
5; KOC KkpoBu: cm. Tabn. 6; Y3/ noyek n Hafno4yeyHUKOB:
npasas noyka pasmepom 9,5 x 3,1 x 4,0 cm, napeHxuma 1,5 -
0,9, KOHTYpbl: POBHblE, 3XOT€HHOCTb: HE M3MEHeHa, Nnupamu-
abl: oBanbHble d = 1,0 cM C rMNepaxoreHHbIM 0604KOM, Ya-
WeYHO-N0XaHOYHbI KOMNNEKC: He M3MeHeH. B npoekuyunm
noykun: 6e3 ocobeHHOCTe, pacnonoxXeHa: onyu eHa HUX-
HWUM NONKOCOM A0 rpebHA NOAB3AOWHON KOCTW; nesas Nou-
ka pasmepom 9,2 x 3,5 x 3,7 cm, napeHxuma 1,5 - 0,9, KOHTY-
pbl: POBHbIE, 3XOFEHHOCTb: HE W3MEHeHa, NMpamuibl: 0Bab-
d = 1,0 cmM ¢ TrunepaxoreHHblMm 0604KOM,
YalweyHo-N0XaHOUYHbI KOMNAEKC: He W3MeHeH. B npoekuun
noykmn: 6e3 ocobeHHOCTel, pacnonoxeHa: o6bl4HO. O6nacTb
Hafno4ye4yHnkos 6e3 ocobeHHocTell. C yYeTOM JaHHbIX aHaM-

Hbl €
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He3a W pe3ynbTaToB o6cnepoBaHWs 60NbHOW GbIN BbICTaBNEH
npefBapuTeNbHbli ANarHo3: CUHAPOM KaHanbleBON AUCHYH-
Kumn. Knaccuyecknin cuHgpom baptrepa? CuHgpom Futens-
MaHa? [na yTOYHeHUs fuarHosa AONONHWUTENbHO BbINOMHE-
HO: onpefeneHne KOHLEHTpaLun MarHma B CbIBOPOTKE KpoO-
Bu: 0,9 mmonb/n (Hopma - 0,7 - 1,05 mmonb/n); KAM: 419,6
nr/mn (Hopma - 70 - 300 nr/mn).

Takum o6pas3om, pesynbTaTbl ANUTENbHOTO Ha-
6/1104eHNA NALMEHTKN NOKasann Hanumne y Hee CTON-
KO TMNOKanmemMnn ¢ KIMHUYECKUMMN NPOABAEHNAMU
(TeTaHuA, MblweyHasa cnabocTb) C y4eTOM OTCYT-
CTBMA B aHaMHe3e YKa3aHWil Ha Npuem AuypeTUKOB U
aNMMMEHTAPHYIO HefoCTayy NPOAYKTOB, CoAepXalyux
Kasinia.

HabntogaloTcs TakKe BblpaXXeHHbI MeTabonu-
YeCcKMWin ankanos, HopManbHbIli ypoBeHb ALl, 0OTHOCK-
TeNbHas COXPaHHOCTb (YWMIbTPALMOHHOA cnocoBHOC-
TV MOYEK W TEHAEHLMA K YMEPEHHOMY HapacTaHuio
KATI nna3mbl. Takas KAnMHWYeCcKas KapTuHa 3acTas-
NnfeT, B NepBYI0 04Yepesb, 3anof03puUTb OLUH U3 Bapu-
aHToB cuHAapoma bapTtTepa. BeposaTHOCTbL Apyrux
COCTOSIHMIA, C HANMYMEM TUNOKANMEMUN U anKanosa, B
YaCTHOCTU cuHApoma KoHHa, cuHapoma Sinans, cuH-
4pOMa Kaxylierocs n3bbiTka MUHEPaNKOPTUKOUAOB
(nepuunT 11-6eTa-rmapoKCMCcTepUALErnaporeHassi
Tuna ll) unm pasnnyHbIX TMNOB BTOPUYHOTO (runeppe-
HUHEMWUYECKOr0) anbAoCTepOHU3Ma KpaliHe mana.
MpakTnyeckn Bce 3TW 3a60M1€BAHUA CONPOBOXAANOT-
CSl CTOMKOI W BbICOKOI apTepuanbHOli rmMnepTeH3unei,
KOTOpas HUKOrfa He perucTpupoBanach y ob6cyxpaae-
Mol maymeHTKK. MpoTne cmHapoma KoHHa cBugeTesb-
CTBYET U OTCYTCTBME U3MEHEHMN Y 3/-KapTUHbI Haj-
MOYeYyHMKOB (NPY HEOAHOKPATHbLIX UCC/ef0BaHUAX),
faHHble KT opraHoB 6pHOLWHO NON0CTYW U 3a0pHOLLINH-
HOro NPOCTPAHCTBA, a TaKXXe OTHOCUTE/NbHLIO He3Ha-
yuntenoHoe ysenuueHue KAT [419,6 nr/mn (Hopma -
70 - 300 nr/mn)]. AaHHble LynneKCHOro CKaHWpoBa-
HuWe 1 gonnneporpagum cocyfos noyvek (3ak/oyeHue:
reMofMHaMMNYeCcKn 3HaUYMMbIX HapyLUeHWA KpoBOTO-
Ka Mo MoYyeyHbIM apTepusM Ha BCeX YPOBHAX He rMo-
ny4yeHo. [laHHbIX 3a NOBbILEHNE BHYTPUMOYEYHOTO
COCY[MCTOr0 COMPOTUB/IEHUSA HE BbIAB/IEHO) TaKXe
CNyXaT AOMONIHUTENIbHbIM aprymMeHTOM MpPOTUB BTO-
PUYHOrO anbAoCTEPOHU3MA.

Ha ocHOBe MMEIOLWMXCA GaHHbIX, ropa3fo CroxX-
Hee pelnTb BOMPOC, O KAKOM KOHKPETHO BapuaHTe
cuHgpoma bapTepa nget peyb. BoisgBneHue 3abone-
BaHWA B CPaBHUTE/ILHO MO34HEM BO3pacTe, OTCYTCTBUE
BbIP@KEHHOW NOMMYPUN U MONUAUNCUMN, NOBbILEHUS
3KCKpeLMmn KanbLus C MOYOW cpasy CTaBsAT Noj co-
MHeHWe aHTeHaTanbHble BapuaHTbl CMHApPOMA (TUMbI
CB I n 1l). B cuny 06BbEKTUBHbLIX MPUYNH €LLe MEHee
BEpPOATHbIMK nNpeAacTaBnawTca CBb, couyetarowmiica
C HEiPOCEHCOPHO rNyX0Tol, UM ayTOCOMHO-A0MU-
HaHTHas runokansumemmsa (cm. Tabn. 1). Ha ocHoBe
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OTMEYEHHOrO Bbllle, Hanbonee BEPOATHbIMU 3a60ne-
BaHMAMU B pacCMaTpUBaEMOM C/yyae cnefyet npu-
3HaTb 60 cuHApom luTenbmaHa, NGO CUHAPOM
bapttepa Tvna Il (natonorus CLC-Kb XxnopHbIX Ka-
Hanos). MNpu aTtom, nepsas MaHudecTauns 3abonesa-
HWS BO B3pPOC/OM BO3pacTe CKOpee M0O3BOASET 3ano-
fo3pute CI. OgHako Havnbosiee XapakTepPHbIMU OT/N-
YUTENbHBIMWU YepTamMyu NOCNejHEro COCTOAHUSA
CUMNTAIOTCA CTONKAA TMNOKANbLMYPUSA U HaNU4ue ru-
nomarHuemuu. Mpu Tpex onpegeneHnAxX CyTOUYHON
3KCKpeuumn Kanbuus ¢ Mo4oil (cMm. Tabn. 5) TonbKO B
OHOM Ccny4yae 3TOT MapameTp coctasun 1,55 mmons/
CyT, a B ABYX Apyrux npesbiwan 2,0 MMosib/cyT. KoH-
LleHTpaLms MarHus B CbIBOPOTKE KPOBU Y paccMaTtpu-
BaemMoi 601bHO Oka3anacb HopmanbHoi (0,9 mmonb/
n; Hopma: 0,7 - 1,05 mmons/n). B cBA3M C 3TUM MbI
BCe XK€ peLuunnn 0CTaHOBUTLCS Ha guarHose: Knaccu-
yeckuit cuHapom bapTTepa (cMHapoMm BapTTe-
pa, Tun ).

OnucaHHbI cnyyain B YeM-TO MOX0X Ha NpeAcTas-
NeHHbI nTanbsHCKMMK Hedponoramm [20]. Mog mx
HabnoAeHNeM o0Kasancs 28-n1eTHU My>UMHa, KOTOPbIN
6bln 06cnefoBaH B CBA3W C NPU3bIBOM HAa BOEHHYIO
Cny6by. TOYHbI aHaMHEe3 He W3BECTEH, KpoMme TOro,
YyTOo runokanvemms 6oina Bnepsble BbisB/IEHA B 25 feT,
HO feTasbHOro 06cnefoBaHUA B TO BPEMSA He MPOBENN.
Y naumeHTa, Kak 1y Halueli 60/1bHOI, 0TMeYanach Hop-
MOMarHmemus, UMenn mecTo nosbiweHne KA n yme-
PeHHbIi MeTabonnyecKnii ankano3 npyu HoOpPMasbHbIX
ypoBHax A/. MNpasga, B oTAnyune 0T Habnogaemoi
HaMu NauueHTKN, y 601bHOM0, ONMUCAHHOTO UTANIbAHCKU-
MW KOfileramu, oTMmeyasnacb HUKTYpus (2 Moyencnyc-
KaHus 3a Houb). Hesagonro o obcnefoBaHua UMen
MeCTO 3Mn304 NEeBOCTOPOHHEN NOYeYHO KOMMKK C OT-
X0X[eHNeM KaMHs. Kpome Toro, y sToro nayueHTa Ha-
6noganacb HOpMOKanbLMeMUYeCcKas runepkanbLuiny-
puvsl, Yero He 6bIN0 y Hawei 601bHOW. CyLLeCTBEHHO,
YTO MO/EKYIIPHO-TeHETUYECKNI aHann3, MPOoBeLeHHbIN
NTaNbAHCKUMM crneunanucTamm, BbISBUN MyTauuto
(3HaunTenvHyto feneunto) CLCNKB-reHa, 4to cooT-
BETCTBYeT cuHapomy baptrtepa Tuna Ill.

MOHATHO, YTO B CMY NPUYMH, OMUCAHHbLIX BbILLUE,
[AmarHocTuka To4Horo BapmaHta Cb Ha ocHoBe knu-
HUKO-(DYHKUMOHANbHBIX JAHHbIX HE MOXET CcyUuTaTh-
€A focToBepHoi. K coxaneHuto, MONeKynspHO-reHe-
TUYECKWIA aHaNM3 y Halleli NauneHTKM He 6bl BbIMo-
HEeH Mo TeXHWYeckuM npuynHam. OIHAKO OHa OCTaeTcA
nog HabnoLeHNeM KANHUKNA W, BO3MOXHO, Yepes3 He-
KOTOpOe Bpems AuarHos OyaeT YTOUHeH.

B nto6om cnydae, Ha Haw B3rnsg, npeAcTas/ieH-
Hoe HabnaeHVe UANHOCTPUPYET UHTEPECHBIA Bapu-
aHT KaHanblLeBOW AWCHYHKLMUMW, KOTOPbIA MOTYT
BCTPETUTb He TOMbKO MefMaTpbl, HO U «B3POC/ble»
Hedponoru.

CnefyowWwmin KIMHNYECKON cny4ai, KOTopbIiA Ha-
6nioganca B Hawel KIUHWKE, TOXe NpeAcTaBnsfeT
onpeseneHHbI MHTEpEC.

bonbHas K., 34 net, noctynuna Ha l-e Heponormyeckoe
OTAeNneHne KAMHWKN NponeseBTUKN BHYTPeHHUX 6onesHel,
CaHKT-MeTepbyprckoro rocyfapCTBEHHOro MegULUHCKOTO
yHuBepcuTeTa um. akag. N.M. Masnosa (CM6ICMY) B nnaHo-
BOM NOPAAKE NO HanpaBfeHWK TFOPOLCKOFO KOHCYNbTaTWB-
HOro Hetponormyeckoro ueHtpa CaHkt-MeTepbypra (FHL,)
23.09.2008 r.. Mpu nocTynneHnMmn xanosanacb Ha BblpaXeH-
Hyto 06wyt cnabocTb, YyMepeHHble OTEeKM CTOM W roneHel,
nofBNAKO LW MECA B BeyepHee BpeMs, FONIOBOKPYXeHUe, ne-
pnoanyYeckn NoTepr CO3HaHWA. Ha MOMEHT ocmoTpa B CO-
3HaHWW, TONOBOKPYXeHNA HeT. Takxe oTMeyaeT OTeku cTon,
roneHei, NpenmMylL,ecTBEHHO B BeyepHee BpeMa. Ha MOMeHT
OCMOTpa OTeKOB HeT. B TeueHue roga noxypaena c 45 fo 43 kr.
TakXe B TeyeHue 4 feT ameHopes.

AHaMHe3 3ab6oneBaHuA: lo 1994 r. cunTana ce6s npak-
TUYecKW 340pOBONA, K Bpayam He obpauianacb, He obcnepo-
Banacb. B 1994 r. Bo Bpems bGepemeHHOCTM (7- mecau) co
cnosB 60N1bHON OTMEYEHO NOSABNEHWE OTEKOB, BNAOTb A0 aHa-
capkum. OnATb Xe CO CN0B NauyMeHTKW (MefULMHCKOW LOKY-
MeHTaUuuW He NpeAcTaBNeHO) AMarHo3 Hetpponatum bepe-
MEHHbIX He BbICTaBNANCA, NPOTEMHYPUUN, apTepnanbHON ru-
nepteHsnn He 6bino0 (AL 110/70 mm pT. cT.). Poabl Ha 38-i
Hepfene 6e3 OCNOXHEHUIA.

N3 cemeiiHOro aHamMHe3a M3BeCTHO, YTo y 6paTa nayu-
eHTKW, NpOXMWBalOLWero B Apyrom ropoge, BblABAAMacb rm-
noKasanemmns n ctaBusacsa guarHos cmHgpoma MmrenbmaHa.

B ganbHeliwem go 2004 r. He o6cnepoBanacb. AL, B 1996 1.
npu pasoBom uamepeHun 90/60 mm pT. cT. B 2004 r. nocne
NCMX03MOLMOHAbHOTO cTpecca noxypena 3a rof ¢ 50 go 45
KF, TOTA4a Xe BHOBb CTana 0TMeyaTb NOABMEHUE OTEKOB HUX-
HWX KOHEYHOCTeN K KOHLY paboyero gHa. B 2005 r. B cBA3K C
0TeKaAMMN HUXHWUX KOHeYHoCTel, nuua obpawanacb K ypono-
ry: B obuem aHannse mouu ot 2005 r. nedikoymntsl 1-2 B N/3p,
6enok 0,033 r/n, apuTtpoumnTbl 30-40-60 B N/3p. B 6uoxmumm-
4eCKOM aHanm3e CbIBOPOTKW KPOBW KpeaTWHWH 0,121 mmonb/
n, moyesunHa 20,4 mmonb/n (1?). BoicTaBnAnca gMarHo3 xpo-
HUYeCcKOro nuenoHedpuTa Ha hOHe NPaBOCTOPOHHErO He-
ponTto3a. B 2006 r. noTepsna B Bece ewe 5 Kr (B HacToswee
BpeMs macca Tena 43 kr). B aBrycrte 2006 r. obcnegoBanach
Ha 2-M HepONONOrMYecKOM OTAENEHUU KAUHWKW npone-
0EeBTUKN BHYTPeHHUX 6onesHeid CM6IMY. BbicTaBneH guar-
HO3: MPaBOCTOPOHHWUIWA HepPONTO3, BTOPUYUHBLIA NUenoHed-
put, XBM 111 cT. B 6MOXMMUNYECKOM aHann3e CbiIBOPOTKM KPO-
BU: Kanuih 2,5-3,7 mmMonb/n, kpeaTuHuH 0,103 mmons/n,
Mo4yeBuWHa 5,7 mmonb/n. B obuem aHanumse MoYu: NpoTeun-
Hypusa 0,2-0,08 r/n, neiikountbl 0-1 B n/3p. Mo faHHbIM Y3
npasas noyka 9,8x4,7, neas - 9,2x4,6. MMocne BbINUCKU pe-
KOMeHJoBaHHYI Tepanuto (naHaHruH 1x2) nonyvyana 6 mec,
3aTeM cCamMOCTOATeNbHO NpekpaTuna npuem npenaparta. C
2007 r. Habnwopgaetca B THL,.

HeofHOKpPaTHO rocnuTanusnposanacb B pasnuyHble
CTayMoHapbl C AMAarHO30M XpPOHU4YecCKWi nuenoHedput. C
2007 r. Ha (poHe runoToHun 80/60-70/50 MM pT.CT. OTMeyaeT
nosBneHWe TONOBOKPYXEHNA, aNU304M4yeckme NoTepun co-
3HaHMA. 0 AaHHbIM MAarHWTHO-PE30HaHCHOW aHrnorpadum
COCY[0B ronoBHOro mMo3ra ot 19.04.2008 r. BbiAiB/IeHa runon-
nasnms nNpaBoil MO3BOHOYHOW apTepuun, NO faHHbIM Y34,
ymepeHHas BepTebporeHHas KOMMNpeccus NeBoW MO3BOHOY-
HOW apTepuun, BblpaKeHOe CHUXXEeHWe KPOBOTOKA NO MnpaBo
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NO3BOHOYHOI apTepumn
B MPOKCUMaNbHOM OTje-
ne. B ntoHe 2007 r. noc-
ne o6mopoka 6bina roc-
nutanusmposaHa B HUWN
CKOpOWA noMowmn uM.
N.N. AxaHenunase. B cbl-
BOPOTKE KpPOBW: Kanui
1,3 mMmons/n,

MokaszaTtenu

KpeaTnHWH CbIBOPOTKM, MMONb/N
MouyeBMHA CHIBOPOTKU, MMONbL/N
Kannit cblBOPOTKM, MMONb/N

~ Hatpuit cb BO OTKW, MMONb/n
HaTpunii P P

128 mmonb/n, KpeaTu-
HUH 0,13 mMMonb/n, Mo-
yeBMHa 26,7 MMonb/n
('?). B obwem aHanuse
Mouun - 6enok 0,047 r/n.
3umoii 2007-2008 1. 0T-
Meyanacb, co cnoB 60/b-
HOl, thebpunbHas NUxo-
pajgka, K Bpayam He 06-
Kawns,
6oneil B MOSSCHUYHON

Kanbuuit celBOpOTKHM,

Xnop CHBOPOTKM, MMONb/N

C K ® ~, Mmn/Mmuu/1,73 m2

CK® N ,Mmn/mun/1,73 m2
9KCKpeuns KpeaTuHuUHa, MMONbL/CYT

OQKCKpeyuna MOYEBUHB , MMOANb/CYT

dKckpeuums kanua, Mmmonb/cyT

dKckpeyunmsa Hatpus, MMonb/cyT

dKckpeyumsa kKanbuyuma, MMonb/CcyT

pawanachb dkckpeuyusa xnopa, mmMonb/cyT

OQkckpeuyma pochpopa, MmmMmonb/cyT

Awypes, n/cyrT
obnactu He 6bINO0. B

2008 r. npu cny4yaliHOM

o6cnefoBaHnn BbISABAEH

XPOHWYECKNA BUPYCHBIV renatuT C. B THL, BbicKkazaHo npeg-
NONOXeHWe 0 Hanuuymum cuHppoma bapTtrepa. B 6uoxumu-
4ecKOM aHanm3e CbIBOPOTKU KpoBW 0T 04.09.2007 r.. HaTpuii
126 mmonb/n, Kanuii 1,6 mmonb/n. PeKOMeHAOBaH Npuem ac-
napkama (2 1.x2 p).

B nione 2008 r. rocnutanusnposanacb 80 BU3PM MUYC.
Bbicka3aHO BneyaTneHue 0 cuHApome [uTenbsmaHa. B 6uo-
XUMMWNYECKOM aHanmse CblBOPOTKM
0,123 mmonb/n, moyeBmHa 16,8 mmonb/n (1?). O6wWMi xonec-
TEPUH CbIBOPOTKW KpoBW 6,5 mmons/n, kanui 1,4-2,1-2,7
Mmonw/n, HaTpuit 129,8-132,2, monb/n, maruunii 0,82 mmons/
n; CNB - 0,315 r/cyT. Mpwu nccnefoBaHUM KUCNOTHO-OCHOB-
HOro cocTosAHusa kposu: pH - 7,553, pCO2- 37,0 - metabonm-
yecknin ankanos (apyrue nokasatenn KOC He npepctasne-
Hbl). KOHLeHTpayma anbfocTepoHa B nnasme 690,8 nr/imn.

Mo gaHHbIM cyTo4yHOoro OKI n Al MOHUTOPUPOBAHMUA
MW EMNYECKUX U3MeHeHWi HeT, AJl xapaKTepHO AN rUno-
TeH3un. KT ronoBHOro Mo3ra - HapyXHas rugpouedanus.
Mocne BbINMCKW MPpUHUMana sepownupoH 50 mr/cyT, na-
HaHrmH no 11.x 3 p.

23.09.2008 r. rocnuTanM3upoBaHa Ha 1-e Hehponoruyec-
KOe OTAeNeHne KAVMHWKU NponeaeBTUKU BHYTPeHHUX 6ones-
Heih CM6FMY um. akag. .M. Maenosa. Mpwn obcnegoBaHumn
anbpocTepoH 281,0 (Hopma 10-160 nr/mn), peHuH >2500
MKMEga/mn (Hopma: ctod - 4,4-46,1 mm; nexa - 2,8 - 39,0).
Mpun ncecnegosanun KOC kposu: pH 7,506, pCO239,8 mm pT.
cT., HC0330,8 mmons/n, BE +7,7 mmonb/n. B 6noxmmumyec-

Npotenunypusa, r/cyrt

KPOBU: KpeaTUHWH

KMX aHanm3ax CblBOPOTKWN KpOBMW: Kanuin 1,6—2,1 Mmmons/n, Ha-
Tpuih 116-124,3 mmonb/n, kpeaTuHUH 0,131 mmonb/n, moue-
BUHa 25,0 mmonb/n, xnop 75 mmons/n, rniokosa 5.9 mmons/n,
MarHuit 1,02 mmonb/n. B KNMHWYECKOM aHann3e KpoBuW: 3pUT-
pounTbl: 4,6x1012n, remorno6un 140 r/n, LM 0,91, nefikoun-
Tbl 11,6x109n, CO3 50 mMMm/y.

Hethobuoncua. CeetoBas Mukpockonmsa. OKpacku: re-
MaTOKCUNUH/303UH, BaH-Tn3oH, PAS, xpomoTpon, anacTtu-
ka no BeilirapTy, cepebpeHue no [>KOHCY, KOHF0-poT.

B cpe3ax KOpPKOBbIA cnoil ¢ umcnom kny6o4ykos fo 21,
3 M3 HUX CKNepo3nmpoBaHbl MOAHOCTbIO. Ha nepBbiii nnaH
BbICTYNaeT BblPpaXeHHbI KPYyNnHOOYaroBblil CKEpPoO3 CTPO-
Mbl C AN PY3HONR NMMPOrMcTMOLNTaApHOW MHpUAbBTPaLM-
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o6bwmnit, mmonb/n

HeopraHuuyeckunit pochop CbBOPOTKHU,

KnnpeHc kpeaTuHnHa, man/Muu/1,73 m2

Ta6bnunuya 7

MokasaTenun PyHKLUNOHAIbHOIO COCTOSIHUS NMoYek 60/1bHOM K.

Narta
18.08.2006 07.07.2008 25.09.2008 27.10.2008
0,103 0,096 0,131 0,092
5,70 8,90 25,0 (21) 5,40
2,50 1,80 2,10 3,10
136,1 131,0 124.3 136,2
2,21 2,23 2,50 2,40
88,0 87,0 75,0 93,0
MMOnNb/n 0,94 0,77 1,27 1,01
52,5 46,7 38,0 37,1
59,0 56,5 36,0 63,7
48,7 50,1 36,7 51,8
6,23 5,17 5,74 3,94
221,5 220,9 181.,5 129.,8
53,5 57,1 41,2 41,4
88,6 63,8 95,6 165,7
3,0 3,28 1,52 3,61
107.,3 72,2 100,3 154.,4
7,53 17,0 16,83 11,88
2,15 2,10 1,90 2,20
0,34 0,82 0,67 Cnepgsl

eii. Kny6ouku B 30Hax ckneposa C yTO/NLWEHHOW Kancynow c
nponudepaunen KNeTok Me3aHrMs M yBenuYeHMeM Me3aH-
rmanbHOro MaTpukca € Cy>XeHHbIMU NpocBeTaMW Kanunns-
poB OTgenbHble KNy604YkM BHe 30H cknepo3a (4-5) 06bly-
HblX pPa3MepoB C TOHKMMW pPa3BepHYTbLIMW NeTAAMMU C He3Ha-
YnTenbHOW nponudepaLmneil KNeTOK Me3aHrnas maTpukca,
6asanbHble MemM6paHbl Kanunnapos KNy6OYKOB TOHKMUeE,
hYKCUHOMUNbHbBIE OTNOXEHUSA He onpejensatTca. KaHanb-
bl B 30HaX CKNepo3a aTpoupoBaHbl, BHE 3TUX 30H fgedop-
MUPOBaHbl, paclWlNpeHbl C YMEPEHHON 3epHUCTON [UCTpPO-
thueil nnm cybatpoueii. B npocBeTe KaHaNnbLeB IpuTpoLm-
Tbl M 3pUTPOLUTApPHbIE LUANHAPLI. Ha rpaHuLe ¢ nepexoAHow
30HOI B NpocBeTax KaHaNblLeB MHOMO OTNOXEHWA U3BECTW C
nonHoN atpodumeil annTenns KaHanbues. Cocyfbl He M3Me-
HeHbl. Peakuns ¢ KOHro-poT (-).

3akntoyeHne. XpOHUYECKNIA UHTepPCTMLMNANbHbIA He-
hpuT.

NMMyHO(DNOOpecLeHTHOe NccnefoBaHne 6MONCUN NOYKH.

Mcnonb3yeMmble aHTUCLIBOPOTKU: aHTUN, aHTUKB,
aHTU M, aHTulgA, anTnCL,, aHTMC3, aHTMKanna, aHTUNAM-
64a, aHTUONOGPUHOTEH.

3aknyeHne. B mesaHrnm knyb6o4ykoB oTnoxeHnus IgG
(2+), IgM (2+), IgA (2+), C3 (2+).

Ob6uiee 3aknoyeHne. XpOHUYECKNIA MHTepCTULMANbHbIN
HepuT.

Mo gaHHbIM ¥Y3W, neyeHb He yBenuueHa (kep-11,8), ge-
hopmaLnsa XenuyHoro nysbipa, npasas noyka 9,6x4,1x4,2,
napeHxuma 1,4-0,8, axoreHHocTb 1, n1eBas nouka 9,2x4,2x4,4,
napeHxuma 1,4-0,8, 3X0reHHoOCTb -1, NnupamMunpbl oBanbHble C
rmnepaxoreHHblMm o6ogkom d=1,1 cm, NpaBOCTOPOHHWUIA He-
thponTto3. Mo gaHHbIM 3KI cuHycoBbll puTMm ¢ HCC 90 B 1
MWH, yBeAWYeHNe NpaBoOro NpejcepAns, U3MEHEHUs peno-
napusauun B 06nactu nepefHe60KOBOW M HUXHEWH CTEHKU B
BUAE FOPU3OHTANbHON M KOCOHMCXO0AAWen aenpeccum ST 11,
111, avf, v2-Vv6, DA, 1,—1,5 mMm. B aHanuse mMouyn: 6enok
0,35 r/n, nedikouuntsol 0-1 B n/3p, aputpoyumThl 5-10 B N/3p.
CyTouyHaa npotenHypusa 0,67 .

Mo gaHHbIM IXOKI, Kamepbl cepflua He paclUpPeHbl,
MUOKaph NeBOro >enyaoyka He yTONLWeH, CUCTONNYECKASR
hDYHKUNSA He usMmeHeHa (PB 71), gnactonmueckaa QpyHkuus
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He HapylleHa, pacyeTHOe faB/feHMe B NerO4YHO apTepuu no
BEpPXHeN rpaHuLue HOPMbI.

Ha 0630pHOI peHTreHorpamMme OpraHoB rpyAHON Knert-
KW W3MEHeHW He BbiABNEHO. [pu oCMOTpPe OKY/NMCTa BbIAB-
NeHa aHrmonaTusa ceTyaTKu.

KoHcynbTupoBaHa HeBPONOrOM: AUCLUPKYNATOpPHasd,
aoucmeTtabonunueckas aHuedanononuHelponatua, ana gug-
thepeHLManbHOro AnMarHo3a ¢ pacCessHHbIM CK/J1epO30M pe-
KomeHfoBaHo MPT ronosHoro mosra. NMpu MPT KapTuHa
HapyXHoi rugpouedannm, MP-NpusHakn AUCLUPKYNATOp-
HOW 3HuetanonaTum.

MpoBoannacb Tepanus BEPOLWNUPOHOM C NOCTENEHHbIM
HapacTaHmem fo03bl o 200 mr/cyT, a TakXe npenapaTamm
Kanua v rmnepTOHUYECKUM pacTBOPOM X/iopuja HaTpus, Ha
(hoHe KOTOPOW OTMeuanocb yMeHbweHue obueii cnaboctu,
rON0BOKPYXXEHNA, B BUOXMMUYECKOM aHanm3e KpoBU ypo-
BeHb kKanusa 3,1 mmone/n, Hatpuit 136,2 mmonb/n. B KNUHK-
4YEeCKOM aHanuse KpoBu: aputpoumnTbl 3,9x1012n, remorno-
6uH 119 r/n, LN 0,92, nelikounTbl 8,8x109n, CO3D 44 mm/u.
Mo AaHHbIM KOHTPONbHOr0 PYHKLMOHaNbLHOrO UCCNef0Ba-
HWS COCTOAHMA nodvek (Tabn. 7), kpeaTuHuH 0,092, MoYeBUHa
5,4 mmonb/n, CMNB cnegbl, CK® 63,67 Mn/MnH/1,73 m2. Bbinu-
caHa c gnarHosom: cuHapom bapTepa Tuna Ill. PekomeH-

[LOBaHO BbIMONHEHWE TeHeTUYeCKOro nccnefosaHus. beino

pekomMeHAOBaHO gob6aBneHMe COAM K NuUle, Npuem conei
kanus (kanusa xnopupg 10%-10,0 nnu kanuitHopmuu - 1,0 B
cyTku. lMoBTOpHaa rocnuTanusauns 4vepes 6 mec.

B AuarHoCTMyeckoM niaHe AaHHbIA cnyyai, no-
Xanyi, npefctaBnsaeT 60see CNOXKHYI Npo6iemy, Yem
npeablgywmnin. B npuHuune, cTolikas runokanmemums,
NOBbILIEHNE aKTUBHOCTM PAAC, runoxnopeMmnyeckuii
mMeTabonmyecknii ankanos, Hapsigy C HOpMaibHbIMU
YPOBHAMMW MarHus B CbIBOPOTKE KPOBM 1 06bIYHO HOP-
MaNbHbIMMW MOKa3aTeNAMM MOYEUYHON IKCKPeLUn Kanb-
uma (cMm. Tabn. 7) n 06bIYHO MOHMKEHHLIM YPOBHEM
apTepuanbHOro AaBfeHus, COrnacyroTCs ¢ KIMHUYECKOM
kapTuHoin Cb Ttuna lll. B T0 e Bpems, nmetownecs
[aHHble, HaBepHOe, NOHOCTbI He UCK/YaT U Ha-
nvyune cmHgpoma MntenbmaHa. C Lpyroli CTOPOHSI,
pesynbTaTbl 06CNef0BaHUIA, NPEX4e BCEr0 C y4YeTOM
pe3ynbTaToB NPUXMU3HEHHOIO MOPGOIOrMYeCKOro uc-
cnefoBaHNA NOYEK, KOTOPOE BbISABUNO OTYET/IMBbIE
MPU3HAKN XPOHUYECKOr0 NMOBPeXAeHNUsa TY6YnonMHTep-
CTULMA, MOTYT NOAYUYUTb U APYTYI0 TPakKTOBKY.
Henb3s NONHOCTHIO UCKNIYNUTL Hanuums (CKopee BCe-
ro, UANONaTUYeCcKoro) XpoOHMYeCcKoro Tyo6ynouHTepCcTH-
LUManbHOro HedpuTa, KOTOPbIA M 63 TeHeTNYeCcKM
06yCNOBNEHHBIX AeDEKTOB COOTBETCTBYHOLLMX MOHHBIX
TPaHCMNOPTEPOB MOXET MPUBECTU K MOYEYHbIM MOTe-
psiM cofeil ¢ pa3sBUTUEM K/IMHUYECKOA KapTWUHbI
CONMbTEPAKOLLEN NOYKKM (MO cyTu, nceBaobapTTepoBC-
KOro cuHfgpoma). B faHHOM cnyuvae, eCTb U HeKOTO-
pble Apyrue ocob6eHHOCTU. B 4acTHOCTU, NauMeHTKa
NepuognYeckn oTMeyana nosBfeHne OTEKOB, KOTOpPbIE
He xapakTepHbl And Cb u CI. TpygHO 06bSCHMMO
NepuoSMYecKn perncTpupyemoe TpaH3MTOPHOE Hapa-
CTaHWe KOHLEHTPaLUN MOYEBMHbI B CbIBOPOTKE KPOBU

[0 LOBO/IbHO BbICOKMX 3HAYEHWI (3NU304bl NPEXOAs-
LLLero npepeHanbHOro OCTPOro NOBPeXAeHUs NOYEK Ha
(hOHE TMMOTOHUMN N YMeHbLUEeHUA 3PPeKTUBHOIO 06bema
BHEKNETOYHOW Xunakoctu?). MpoTenHypus n nepmo-
OMNYECKU BbISBNAEMblE U3MEHEHUA B MOYEBOM Ocaf-
Ke, CKopee BCero, MOryT 6bITb CNnefiCcTBUEM TEX MOP-
h0oN0rnyYecKMx N3MeHeHuii B TKaHU NOYeEK, KOTOpble
61711 06HaPY>KeHbI NpY Hedpobuoncuu.

B gaHHOM cnydae B M0/b3y HacnefCTBEHHON Ty-
6ynonatum Hac nobyaunu BbICKA3aTbCA Pes3ynbTaThbl
CemMeliHOro aHamHesa: Nof03pPeHNe Ha HaNNYne CUHA-
poma 'mTefibMaHa y 6parta, NOCKO/LKY CNOXHO npej-
MOMOXWUTb, YTO Y ABYX G/MM3KUX POLCTBEHHUKOB 6e3
BUAMMON MPUYMNHBLI Pa3oBbeTCA Ty6YNOUHTEPCTULU-
anbHbliA HepnT. OAHAKO ANA NOATBEPXKAEHMS Awar-
HO3a 34ecb abCcoMTHO HEOOXOAMMO MOMEKYNSPHO-
reHeTUYecKoe WCCnefoBaHue, KOTOPOe B HacTosLiee
BPeMA TEXHUYECKU He BO3MOXHO.

3aKknoyeHne. Kak CBUAETENbCTBYIOT faHHble
nnTepaTypbl U pesynbTaTbl NPUBEAEHHbIX Bbille Kn-
HUYECKUX HabNIOAEHWIA, B HAacTOALLee BpeMa «B3pOC-
Nblii» HE(PONOT BMOMHE MOXeT BCTPETUTLCA C Nauu-
EHTOM, Y KOTOpPOro MOTYT HabMo4aTbCa Te NN UHbIE
nposBneHns cuHgpoma bapTttepa unm cuHgpoma u-
TenbMaHa. [103TOMY Takoi Bpay JO/MKeH OblTb OCBe-
[LoM/IeH 06 OCHOBHbIX CUMMTOMAX, NPUHUMNAX Aunar-
HOCTUKMN U NeYeHNs AaHHbIX COCTOAHMIA.
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