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AOBAHIEM MYTALHI B I€HAX, ACCOLHIPOBAHHEIX C II0-
AHKHCTO30M I104Y€K (n=7).

IToayuennsie pesyabratsl. [1o pesyabraram V3U
y 15/15 (100%) aereit GBIAM BBIIBACHBI KOPTUKAABHBIE
nu MCAyAAHprIe CAMHHUYHBIC UAHM MHOYKECTBCHHBIC
kuctel, y 6/15 aereit (40%) — npenarassno. V 14/15
(93,3%) aeTeil OTMEYIAAOCEH IOBBIIIIEHIE 3XOICHHOCTH
KOPTHUKAABHOIO CAOS IIOYEYHOH ITAPEHXHUMBI, U3 HUX
y 5/15 (33,3%) — npenaraasnao. Cpean BAPMC Gbian
ormedenst: y 6/15 (40%) Aereil — yMeHbIIIEHIE PAa3MEPOB
HOUEK, B T.4. Guaarepasbro y 3/6 (50%);y 7/15 (46,7%)
Aeteil — rmeaoskTasus, u3 Hux y 3/7 (42,8%) — npena-
TanbHO; y 3/15 (20%) Aeteii — Iy3bIPHO-MOYETOUHUKO-
BbIil pedparoke; y 2/15 (13,3%) aereii — yaBoerune cobu-
pareAbHOI cucremst nouek. Y 2/15 (13,3%) marmenros
OBIA BBIABACH MEAYAAAPHBIH HepOKaAbIIHHOSZ. ['n-
HepKaAbImeMus, rumo- u rumepdocdareMus ObIAK
BousiBAeHsl B 2/15 (13,3%), 1/15 (6,7%) u 1/15 (6,7%)
CAyYaeB COOTBETCTBEHHO. | MIIOKAAEMESA U IIOBBIIIIC-
HHE YPOBHA MOYEBOH KHCAOTHI KPOBU OBIAH BBIABACHBI
y 1/15 (6,7%) pebenka. Ypoers Mg KpoBu y Bcex AeTeit
OBIA B IIpeAcAax ped)ePeHCHBIX 3HAYEHUI. BBIAO BBIAB-
AeHO noBbirieHne yposaeit @D Mgy 10/12 (83,3%), PO
yparos y 9/13 (69,2%), @3 Ky 6/11 (54,5%), @D Na
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y 6/12 (50%) marmentos u yposHs B2-MukporaobyAnHa
y 5/11 (45,4%) aereit; camxenne TmP/GFR u Ca/Cr
uHACKCa OT™MedaA0ch B 3/13 (23,1%) n 3/14 (21%) cay-
4aeB cooTBercTBeHHO. CHIIKEHNE (DHABTPAIIHOHHON
pyHKITHN ITOYEK HA MOMEHT IIEPBIYHOIO OOCAEAOBAHIA
6b1A0 BEsIBACHO ¥ 15/15 (100%) Aeteit, n3 aux XBIT C2
y 4/15 (26,7%) aereir, XBIT C3a y 5/15 (33,3%) acrei,
XbBIT C36 y 5/15 (33,3%) acreit u XbBIT C4 y 1/15
(6,7%) pebenxa.

3axarouenne. HNF1b-accormpopannasn nedpo-
[IaTHA XaPAKTEPU3YETCA IIIUPOKON BAPHAOEABHOCTBHIO
ITOYEYHBIX U3MEHEHHH, CPEAH KOTOPBIX YaIle APYIUuX
BBIIBASIAUICE: IIOBBIIIICHIE 95XOTCHHOCTH KOPTHKAABHOTO
CAOf ITapEHXUMBIL, KUCTHI 1104ek, BAPMC, mpokcumans-
Hafl KAHAABLIEBAA AUCCDYHKITHA C IIOTEPEH IACKTPOANTOB
U HU3KOMOACKYAAPHBIX OEAKOB, CHIKeHHE (DHABTPA-
nuoHHOH dyHKIHK mo4ek A0 2-4 craann XBIT B Aet-
CKOM BO3pacTe. BBICOKas 9acTOTa BEIABACHUS IICPBBIX
V3-Ipu3HAKOB MOPAKEHHA [TOYCK B IIEPHOA AHTCHA-
TAABHOTO PAa3BHTHA, B TOM YHCAE ITOBBIIIICHUS 3XOTCH-
HOCTH KOPTHKAABHOIO CAOS KaK IATOTHOMOHHYHOIO
IIPU3HAKA, YKA3BIBACT HA BO3MOKHOCTD PAHHEI AHATHO-
CTHKN 3200AEBAHUA IIPH BHICOKON OCBEAOMAEHHOCTH
CIICINAANCTOB O AAHHOH ITATOAOTHH.
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BBeaenne. Xpounueckas 60aesup modek (XBIT)
ABAAETCA TAODAABHOI IIPOOAEMOM 3APABOOXPAHEHNH,
VBEAHYHBAIOIICH PUCK PA3BUTHA CEPACIHO-COCYAU-
CTBIX 3a00AECBAHUH, BKAIOYAA KPUTUIECKYIO HITEMHIO
HIDKHHEX KoHeunocted. HeaaBHue mccaeaoBaHus mmo-
Ka3aAH, YTO TPAHCKYTAHHBIA MOHHTOPHHI YTACKUCAOLO
raza (TCO2) mozker Obr1b 9pPEKTHBHBIM METOAOM AHA-
THOCTHKU KpUTHIECKON urreMun. OAHAKO €ro BAUAHHC
Ha TIOYEYHbIE IIAPAMETPBI U OHMOMAPKEPHI Y HAIHECHTOB
¢ XbBIT me 0b1A0 TIHmATEABHO H3yUCeHO. AAHHOE HCCAC-
AOBaHUE HAIIPaBACHO Ha oreHKy BausaHud TCO?2 Ha o-
geqnble PyHKINH 1 OnomMapkepsl y narueHTos ¢ XbI1,
IIOABEPIIIHXCA AHATHOCTUKE KPHTHYICCKOH HIIEeMUN
HITKHAX KOHEYHOCTEH.

MeTtoAbl. B mccaepaoBaHUE OBIAM BKAFOYCHBI
98 manuenros ¢ XbII, y KOTOpEIX IPOBOAHAACH AHA-
THOCTHKA KPUTHYECKON HIIIEMUHN HILKHIX KOHCIHOCTEH

¢ ucrroapsoBanreM TCO2Z. beiau n3amepeHsr cAeAyro-
II[HE TTAPAMETPHl X OHOMAPKEPHI AO U IIOCAE HCCAECAO-
BAHNA: KPEATHHIH, MOYEBIHA, SACKTPOAHTEL, AABOYMIH-
ypus, a Takke yposun C-peaxrusuoro dOeaka (CPD)
n pubpuHOreHa. AAF OIEHKN CTATHCTUYIECKON 3HAYH-
MOCTU M3MEHEHUI MCITOAb30BaAnCh P-rect, ANOVA,
perpeccuoHHEI aHAAN3 KoKca 1 aHaAn3 BEIKHBAEMOCTH
Kamaana-Meiiepa.

Pesyaptarel. He 66140 0OHApYKEHO CTATHCTHYE-
CKM 3HAYMMBIX M3MEHEHHUI B YPOBHAX KPEATHHIHA,
MOYEBHHEI 1 SACKTPOANTOB TTocAe punmenerns TCO2
AASl AHATHOCTHKH KpuTHYecKoi mmremnun. OAHAKO
y IALUIEHTOB ¢ OoAee BBICOKOM crerenpio XbIT Obrao
3amMedeHO yBeAmdeHne aApOymunypun (p<0,05), a Takixe
noseimenne yposueir CPb u dubpunorena mocae
amarsoctuka (p<0,01). Amaaus ANOVA moarBepara
3HAYIMOCTD PASAMYHI MEKAY TPYIIIAMI C Pa3HOM CTe-
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IIEHBIO ITOYEYHON HEAOCTATOYHOCTH. PerpeccuonHbIi
anaans Kokca BBIABHA ITOBBIIIIEHHYIO aABOYMUHYPHIO
u yposau CPD Kak IPeAUKTOPH YXYALICHHUS IIPOTHO3a
y marmentos ¢ XbIT (HR=1,6 u 2,3 coorsercrerHo,
p<0,05). Amaans Kamaana-Mefiepa 1moka3aA CHuKe-
HUE BBDKHBAEMOCTH Oe3 mporpeccuposanus XbII1
y MAIUEHTOB C IOBBIICHHBIMU OHOMapKEPaMH BOCITA-
AcHud. [ToAyaeHHBIC AAHHBIC CBHACTCABCTBYIOT O TOM,
a0, x0T TCO2 siBAseTcA HE30ITaCHBIM METOAOM AMA-
THOCTUKH KPUTHYECKON MIEMHN HUKHHX KOHEYHO-
CcTell B OOIIeM, ero HCIIOAB30BAHHE ¥ manuenTos ¢ XbI1
MOZKET COIIPOBOKAATBCA YBEAHUEHUEM AABOYMUHYPUI
U ITOBBIIIICHUEM BOCIIAAUTEABHEIX OHOMAPKEPOB. DTH
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HM3MEHEHUSA MOI'YT YKA3BIBATD HA IIOTCHIINAABHOE YXYA-
IIEHNE TOYEIHON (PYHKIINU HAHM HAPACTAHNE BOCITAAH-
TEABHOTO OTBETA, YTO TPEOYET AAABHEHIIICIO U3YICHIUS
U BO3MOKHOM KOPPEKINH KAMHIYIECKHIX IIPOTOKOAOB.

3axaroueHne. AMarHOCTHKA KPUTUYECKON HIIIe-
MHUM HIDKHIX KOHEYHOCTEHR ¢ ucrioAbzoBanuem TCO2
y marueHToB ¢ XbIT Moxer BAuATS Ha ITOYEUHBIE ITa-
PAMETPBL U YPOBHE OHOMAPKepOB BocIascHusd. Baxuo
AAABHEHIIICEe H3yICHNE ITHX M3MECHEHUI AAA OITHMH-
3aIIUH ITIOAXOAOB K AMATHOCTHKE M ACYEHUIO KPHTHYE-
CKOM HIIIEMUU B 9TOH IPYIIIE ITAIIMEHTOB, 4 TAKKE AAL
IIPEAOTBPAIIEHHA IIOTEHITHAABHOTO YXYAIICHUSA TOYCY-
HOW (PYHKITHIL
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Bseaenne. Crnaponm Tayrac—bpoxca (TBC) (OMIM
#107480) — peAkoe ayTOCOMHO-AOMUHAHTHOE 3200A€-
BaHIeE, ACCOLUIPOBAHHOE C MyTartuamu B rene SALLT.
TbC xapaxrepusyercss BapuabEABHBIM COYCTAHHECM
BPOKACHHBIX ITOPOKOB Pa3BUTHA, OCHOBHBIMHU U3 KO-
TOPBIX ABAAFOTCH AHOMAAHH aHOPEKTAABHON ODAACTH,
GOABIIIOTO MAABIIA KHCTU I HAPYKHOTO yXa. Y U THIBAA
KATO4EBYIO poAp SALLLT B nedporenese B kadecTse
(pakTOpa TPAHCKPUIIIINH, AHOMAAUH PA3BHTHA IOYECK
1 MOYEBBIBOAAIINX IIyTEH TAKKE MOIYT BCTPEUATHCA
y maruenToB ¢ ThC i OTHOCATCSA K AOITOAHHTCABHEIM
KPHTEPHAM AAHHOTO CHHAPOMA HAPSIAY C TYTOYXOCTBIO,
BPOKACHHBIMH ITOPOKAMI PA3BUTHA CTOII, TAA3 U CEp-
AEYIHO-COCYAHCTON crcTeMel. Paspurue TyOyAApHOI
AUCHYHKINH ABASCTCA KPAHE PEAKHIM IIPOABACHHEM
TBC 1 mozkeT OBITH CBA3AHO C HAPYIIIEHUEM SKCIIPECCHI
rena SAILLT He TOABKO B KACTKAX-IIPEAIICCTBCHHIKAX,
HO 1 B KAeTKaX AN epeHITIPOBAHHEIX KAHAABIIEB He-
dpomos.

Marepurasbl 1 METOABL. ACMOHCTPALIHA KAHHIYE-
CKOTO HaOAFOAEHUS 32 ACBOYKON C IATOAOTHEH ITOYEK
upu TBC mpu orcyrerBun XapakTepHOH TPUAABL IIPO-
ABACHHI.

PesyapTarer. Aesouka 2 Aet 9 MecAIeB OT IePBOIt
HOPMAABHO IIPOTEKABIICH OEPEMEHHOCTH, OT IIEPBBIX
CPOUHBIX (DH3HOAOTHYECKHX POAOB C HOPMAABHBIMH
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MaCCO-POCTOBBIMH ITOKA3ATEAAMH IIPU POKACHHHI
(macca/annma, 50-75%o), LIOCTYIIHAA B HEDpOAOrHUE-
ckoe otAeAerue MuctuTyra Beapruinesa B cBA3u ¢ ABY-
CTOPOHHEIH THITOIAA3UEH ITOYEK U IIEPCUCTHPYIOIIUMI
M3MEHEHIAMHI B AHAAN3AX MOYH B BHAC AIOKO3YPHU,
nporennypun. I1pn obcaesoBanuu usmaeckoe pas-
BUTHE CpeAHee, rapMoHm4aHOe (poct 93 cm — 50-75%q;
macca teaa 13,2 kr — 25-50%o), paxurugeckux Aedop-
MAITHH HIDKHIX KOHEYHOCTEH HE OTMEYAaAOCh, ITOKA3a-
teAn AA Ipu pasoOBBIX H3MEPEHHAX OBIAH B IIPEACAAX
HOPMAaABHBIX 3HadeHHUI (75%0 OTHOCHTEABHO ITOAA,
BO3pacta U pocTa pedenxa). MoueBoil cuHAPOM OBIA
npeacrasaet nporeunypueit (1,0 r/a; 0,2 v/cyr), anb-
Ooymunypueit (>300 Mr/r kpeaTHHHHA IIPU HOPME
<30 mr/r), MOBBIIIEHHON SKCKpenueil B-2 MuKpo-
raobyanna (417 mxr/cyr npu Hopme Ao 100 mxr/cyr)
1 HEIOCTOAHHOMN TAIOKO3ypuei (A0 2,8 MMOAB/A)
IIpH HOPMAABHOM YPOBHE I'AIOKO3HI B KpoBH. [loka-
3aTeAn KAnHmdeckoro anaansa kposu u KOC Opan
B IIPEACAAX HOPMAABHBIX 3HAYCHHM, JIACKTPOAUTHBIX
HAPYINEHUH He HaOAIOAAAOCh. BBIAO OTMEUeHO cHIke-
uue dbuapTpannonHon dyukinu modek Ao XbIT C3a
(pCKD=52 ma/mun/1,73 m2). ITpun V3U nouex Bbi-
ABAEHO YMEHBINEHNE OTHOCHTEABHOIO 0ObeMa 00enx
rouek (<3%o), IOBBIIIEHUE 9XOICHHOCTH HIAPEHXUMEL,
9TO OBIAO PACIIEHEHO KAK ABYCTOPOHHAS IMIIOIAA3HA.





