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Pesrome

Ileppuunaa runepoxcasypus 1-ro tTuma (III'l) — aTo peaxoe ayrocomHO-perieccuBHOe 3a00AeBaHME,
obycaoBaeHHOE AedpexTamu B reHe 4 GX T, KOTopbIii KOAUPYET II€4EHOUHBII IT€POKCHCOMAABHBINH (DEpMEHT
aAaHUH-TAMOKcHAAT amuHOTpaHCchepasy (AGT), uro IPHBOAUT K IIOBBIIIICHHOMY O0Pa30BAaHIIO OKCAAa-
toB. Aas III'l xapakrepHo pa3BuTHe He(PPOKAABIIMHO3a/yPOAUTHA3A C GBICTPHIM IPOrPECCUPOBAHIEM
AO TEPMHUHAABHOI CTaAuH XpoHHUUYecKoil 6oae3nu mouek (XBIT C5) emre B AeTckoM Bo3pacre.

OAHIM U3 METOAOB, ITO3BOASIOIINM COXpaHUTH ku3Hb maruenTty ¢ III'l u XBIT C5 u cymecrBeHHo
VAYUIIHTE €0 Ka4eCTBO JKH3HHU, ABAACTCA KOMOUHUPOBaHHAA TpaHCIAaHTany:A medenu u nouku (KTTIIT).
KTIIII - 310 peAKO BBIIIOAHAEMOE CAOXKHOE XMPYPIriIIecKoe BMEIIATEALCTBO y AeTell (He Goaee 30 orre-
panmii B MHpe B TOA), KOTOpPOE BKAIOYAET B C€0A OAHOBPEMEHHYIO IIEPECAAKY YACTH MAHM BCEH IeYEHH
Y IIOYKH OT OAHOT'O AOHOPA OAHOMY PEIUIINEHTY.

B AaHHOIT cTaTh€ IPEACTABAECHBI KAMHUYECKHE CAydan 2-X A€T€H 13 OAHOU CEMBH C HMAEHTHYHOI IrOMO-
3urorHoi myranueii reaa AGX7T (NM_000030.2:c.1-?_358+?del B sx30omax 1_2 rerna 4GX7T, koaupyroiero
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6easox NP_000021.1: EX1_EX2del), Ho pasHbIMEH (peHOTUIINYECKUME ITPOABACHUAMY 3200A€BAHMA: y CTAP-
mero peGenka — TsHKeAbli HepPOKAABIIMHO3/ yPOAUTHA3 C BBIXOAOM HA reMOAMAAU3 B Bo3pacre 9,5 aer,
Y MAQAIIIETO — PELUAUBUPYIOIIUNA YPOAUTHA3 (C 5 A€T) CO CTAOMABHOI (PYHKIIMEH ITOYEK.

ITepBomy peGeHKy dyepe3 2 rOAa HAXO0KACHHA HA IIPOrPaMMHOM remoAnaisuse BermosHeHa KTTITT
OT yMepIIero AOHOpa. B paHHeM mocaeoneparmoHHOM IIEPHOAE UMEAA MECTO OTCPOUYECHHAA PyHKIUIA
IIOYEYHOIr0 TPAHCIIAAHTATA, UTO IOTPEOOBAAO IIPOBeAeHHA reMoAuasn3a. HecMoTpsa Ha HeCKOABKO XHPYP-
ruvyeckux ocaockHeHuit (Ha 11 cyrku — BHyTpuOpromHoe kpoBoreueHnue, Ha 12 cyrku — crenos Ha 80-90%
B 30HE aHACTOMO34 II€YEHOYHOU apTEePUHN), KOTOPBIE YCIIEIIHO OBIAM YCTPAHEHBI, (DYHKIIUA IIEPECAXKEH-
HOJ IIOYKH BOCCTAHOBHAACK Ha 14 cyTkm, a Ha 30-e cyrkm pebeHOK BhInucaH u3 cranuoHapa. [Tocaeanne
3,5 roaa mocae onepanuu y pedeHKa yAOBA€TBOPUTEAbHAA (DYHKIIMA IIE€PECA’KEHHBIX OpraHoB. AaHHBIN
KAMHHYECKHUI CAyJail IIOATBEPIKAAET BO3MOKHOCTE YCIIEIITHOM OAHOBPEMEHHOI TPAHCIIAAHTALINY II€YeHI
u nouku pebenxy ¢ XBIT C5.

Y BToporo pebenka ¢ MomeHTa ycraHOBAeHHA AnarHo3a I1I'l B Bospacre 7,7 seT 1 Hagasa KOHCepBa-
TUBHOM TE€PAIINU OTMEYAETCA PETYAAPHOE OTXOKACHHE KOHKPEMEHTOB C 3IIM30AAMH ITOYEUHOMN KOAMKH
u obcTpykiun MmoueBsIX myreii. HecMoTpsa Ha 3T0 Ha IPOTAYKEHUH ITIOCAEAHHUX 5 A€T COXpaHAETCA CTa-
OmabHaA (PYHKIHA ITOUEK.

Abstract

Primary hyperoxaluria type 1 (PH1) is a rare autosomal recessive disorder caused by defects in the AGXT
gene that encodes the hepatic peroxisomal enzyme alanine glyoxylate aminotransferase (AGT), which leads to
increased production of oxalates. PH1 is characterized by the development of nephrocalcinosis/urolithiasis
with rapid progression to end-stage renal disease (ESRD) in childhood.

Combined liver-kidney transplantation (CLKT) is one of the methods to save the life of a patient with
PH1 and ESRD, and/or significantly improve his quality of life. CLKT is a rarely petformed complex
surgical intervention in children (no more than 30 operations in the world per year). It includes the
simultaneous transplantation of a part or whole of the liver and kidney from one donor to one recipient.

The paper presents clinical cases of 2 children from the same family with an identical homozygous
mutation in the AGXT gene (NM_000030.2: c.1-? _ 358+? Del in exons 1_2 encoding the NP_000021.1:
EX1_EX2del protein). The phenotypic manifestations of the disease were different: in an older child —
severe nephrocalcinosis/urolithiasis with access to hemodialysis at the age of 9.5 years, in a younger
child - recurrent urolithiasis (from 5 years old) with stable kidney function.

The first child, after being for 2 years on programmed hemodialysis, underwent CLKT from a deceased
donor. In the early postoperative period, the child required hemodialysis due to a delayed renal graft
function. Despite several surgical complications (on the 11th day — intraabdominal bleeding, on the 12th
day — stenosis by 80-90% in hepatic artery anastomosis), which were successfully eliminated, the function
of the transplanted kidney recovered on the 14th day, and on the 30th day the child was discharged
from the hospital. For the last 3.5 years after the operation, the child has a satisfactory function of the
transplanted organs. This clinical case confirms the possibility of a successful simultaneous liver and
kidney transplantation in a child with end-stage renal disease.

In the second child, since the diagnosis of PH1 at the age of 7.7 years and the beginning of conservative
therapy, there is a regular discharge of calculi with episodes of renal colic and obstruction of the urinary
tract. Despite this, stable kidney function has been maintained over the past 5 years.

Key words: primary hyperoxaluria type 1, children, simultaneons liver and kidney transplantation, clinical cases

Beeaenue

[lepBruanas ruepoKCaAypus IMPEACTaBASET COOOIT
IPYIIIY PEAKHX, Ay TOCOMHOPELIECCUBHEIX 3a00ACBAHUII,
B OCHOBE KOTOPBIX ACKHT HApyIIEHHE METa0OAN3MA
TAMOKCHAATA IIEYCHH, KOTOPOE IIPHBOAUT K IIOBBIIIICH-
HOH 9HAOI€HHOH BbIpaOOTKe OKcaAatos |1, 2]. M3 3-x
U3BECTHBIX THIIOB IepBUYHON rurepokcasypun (I11),
mauboaee pacrpocrpaneHHbM (80%) 1 TAKEABIM Ba-
puanToM aBadercs 1-it Tun (I11'1) [1-5]. Bee tomsr TII7
XapaKTEPHU3YFOTCA ITIOBBIIIIEHHON SKCKPEITHEH OKCAAATOB
C MOYOH, KOTOPBIE IIPEACTABACHBI IIPEUMYILECTBEHHO
MOHOTHAPATOM OKCAAATa KAABITUA — BEBEAAUTOM, PEITH-
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AUBUPYIOIIIM YPOAHTHA30M U/ UAH HE(DPOKAABLIHO-
30M, 4 I1pr 1-M THITE I IIPOTPECCHPYIOIINM CHIKCHIEM
ckopoctr kayooukosoit puabtpanuu (CK®) ¢ passu-
THEM KOHEYHON CTAAUU XPOHUYICCKOH DOAC3HH ITOYCK
(XBIT C5) yxe npubansurearno y 50% manueHTos
B AerckoM Bospacte [1-6]. ITpu 2-m Turre 117 passurue
XBIT C5 ormeuaercs pesxe (B 25% cayuaes) m, Kak mmpa-
BHAO, 3HAUUTEABHO ITO3Ke — B cpeAHeM Bo3pacte 40 aer
(o1 34 20 48 aet) [7], a mpu 3-M THITE OIIHCAHEL CAHIY-
uere caygan XbBIT C5 [8, 9]. Koraa CK® cranosurcs
amxe 30-40 ma/muH/ 1,73 M2, mogeuHas crrocobHOCTD
BBIACAATD OKCAAQTBI KAABIIHSA 3HAYHTCABHO CHITKACTCH,
YTO COIPOBOKAACTCH OTAOKEHUEM UX B CETYATKE, MUO-
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KapAe, CTCHKAX COCYAOB, KOKE, KOCTAX U ICHTPAABHON
HEPBHOM CHCTEME, IIPUBOAA K BHEITOYECIHBIM ITPOSBAC-
uuam [ I — cucremaomy okcaaosy [1-4].

Onpeaesenne, kaaccuuranysa
u anarsocruka I1T°1

[Tepsuunas rumepokcaaypus 1-ro tuma (OMIM #
259900) obycaoaena aedpextamu B rere AGXT, ko-
TOPBII/I KOAI/IpyeT IICYCHOYHBIN HepOKCI/ICOMaAEHbII/I
epMEHT AAAHHH-TAMOKCHAAT aMHHOTpaHCcdepasy
(AGT), 94TO IPUBOAHT K IIOBBIIIICHHOMY OOPAa30BAHUIO
OKCAAATOB U3 TAHOK-CHAATA. AAHHBIN (DEPMEHT ABAACTCA
3aBUCHMBIM OT BUTaMuHa B6 (IIIpHAOKCHHA) B KaTAAU-
THYECKON PEAKIIHH IIPEBPAICHIA [-aAaHIHA B TAHOK-
cuaata AO mupysata u raununa [1-5]. B reme AGXT
6p1A0 macHTHDHIIIPOBAaHO OoAee 200 TOMO3ZUTOTHBIX
HAU KOMITAYHA-TETCPO3HIOTHBIX MyTALHIH, KOTOPBIE 00-
HapyzxeHsl Bo Beex 11 sxzomax [10, 11].

[1I'1 ABAseTCA DEHOTHITIYECKH I€TEPOIeHHBIM 3200-
ACBAHIEM C PA3AHMYHOMN SKCIIPECCHEH IeHa Y IAIHEHTOB
U AQKE Y YACHOB OAHOI CEMBH C TEM K€ T€HOTUIIOM.
Cy1mecTByeT IPEAIIOAOKEHHE, UTO (DAKTOPBI CPEABI HAH
reHBI-MOAN(UKATOPHI OTBETCTBEHHBI 32 AHAIIA30H (e-
HOTHIIOB B IIPEAEAAX OAHOH POAOCAOBHOM [9].

PaciipocrpaneHHOCTE IEPBUYHOM I'HIIEPOKCAAYPHEH
1-ro Trma koaebaeTest oT 1 A0 3 cayuaes Ha 1 MuAAOH
naceAernnd B Espore u Ceseproit Amepuxe (3, 12]. Aoas
[1I'1 B crpyxrype mpuaus XbIT C5 y aeTed, 110 AAHHBIM
nanmonaAbuex peructpos CIIIA, Espomsr, Amomnmm,
cocrasaser meree 1% [3, 12]. ITo aamEBIM GeAopycckoro
perucrtpa aereit ¢ XbIT C5 (2007-2019 rr.), moay4aro-
IIUX 3aMECTHTEABHYIO rodeunyro repanuio (3I1T),
u3 153 manueHToB He BBIABACHO HE OAHOIO cAydas [1T7
[13].

B 3aBucumocTH OT BO3pacTa ACOIOTA U IOYCUHBIX
npossaenuit 111l onvcansl AT KAMHIYECKHX BapU-
anToB 3a00AeBanwus [14-16]:

o uH@anTHABHAS (DOPMa AEOIOTHPYET B BO3pacre
A0 1 roAa KHU3HH M XapaKTEPHU3YETCA HAAMIHEM
HePOKAABIIMHO3A H IIPOIPECCUPYIOIIECH TOYed-
HOW Heaocratounoctn [14, 17, 18]. HawaapubIe
IIPOABACHHA 3a00ACBAHUA ITPEACTABACHDI 3AACPIK-
KO pocTa 1 IpuOaBKOI Maccsl Teaa (y 22%), un-
pexnuamu moueBrrx myreit (y 21%) u asoremmueit
(v 14%). Aast o10I DOPMEL XaPAKTECPHO PA3BUTHE
IIPENMYINeCTBEHHO HebpokaabrmHO3a (91%), pexe
ypoautuasa (44%) n panaee cooctmxenne XbIT C5
(B cpeaneM B 3,2 roaa »xusmm) [18];

* IOBEHHAbHaA POPMA BCTPEUACTCA ¥ ACTEH CTapIie
1 roAa JKUBHE C BO3BPATHEIM YPOAHTHA3OM K CHIDKC-
HueM (PYHKIIMI TOYEK. Y 9THX MAIHEHTOB IIEPBBIC
cumirromsl 1111 garre cBA3aHBI ¢ KANHHKONW MO-
YEKAMEHHOI 0OA€3HU (IIOYEeYHAA KOAHKA, IEMATY-
pus u HHQEKIHA MOUYEBBIX 1IyTeil), 2 B HEKOTOPHIX
CAy9YaAX — C AByCTOPOHHEH OOCTPYKIIHEH MOYEBBIX
IyTel ¢ Pa3BUTHEM OCTPOTO IIOYEUHOIO ITOBPEKAL-

uus [14, 19, 20];
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e 1103AHO Manudecrupyromas popMa, XapaKIepU3y-
ercA CAYIaliHBIM BBIABACHHEM KAMHEOOPA30BAHIA
B 3pEAOM BO3PACTE;

* HEAHMATHOCTHPOBAHHBIN BapuaHT, koraa I11'1 ompe-
AEAAETCA TIOCAE BO3BPATA 3a00AEBAHIS B TPAHCIIAAH-
THPOBAHHYIO ITOYKY;

o cxprrTeiid Bapuant I1I'1, koraa AmarmocTHka ocy-
IIECTBAACTCA HA OCHOBAHNH CEMEITHOTO CKPUHITHIA.
3aaepiKKa B AHATHOCTHKE 3a00AeBaHUN ¢ HePO-

KAABIIMHO30M/ YPOAUTHA30M ABASETCA PACIpPOCTPa-
HEHHBIM ABACHUEM H IIPUBOAUT K 3HAYUTEABHOMY KO-
amdectBy marmentos ¢ XbIT C5 npu ycranosaenun
amaruosa 111 [19]. B EBpormetfickom meanaTpraeckom
perucrpe ESPN/ERA-EDTA cpeannii Bo3pact mmoss-
AEHHSA TIEPBEIX CHMITTOMOB COCTABAAA 4 TOAQ, 2 CPEAHHIT
BO3pacT IIpH noctanoske amaraosa 11— 7,7 aer [21].
B aroiit rpymmre 43% manmentos mvean XBIT C5 ma mo-
MeHT ycraHoBku Anaraosa [11'1.

[lepBUYHYIO THIIEPOKCAAYPHIO 1-TO THIIA CACAYET
3aITOAO3PHTH [3-5]:

e IIPH HAAUYUU PELHAUBHUPYIOIIETO YPOAUTHA3A
Ha (DOHE ITOBBIIIEHHOH 9KCKPEIIMH OKCAAATOB
1 HOPMAABHOM 5KCKPEITUH KAABITHA  MOYEBOM KIIC-
AOTEL C MOYOL;

* CCAH BBIBASIEMBIE KAMHH IIPEACTABACHBI IIPEHMYIIIE-
CTBEHHO MOHOTHAPATOM OKCAAQTA KAABIIHA (BEBEA-
AWUTOM) H ABASIOTCA PEHTTCHKOHTPACTHBIMI;

* IIpH OOHAPYKEHHH HE(DPPOKAABIINHO32, OCOOECHHO
€CAU OH CBf3aH CO CHIDKCHHEM CKOPOCTH KAYOOY-
KOBOH (PUABTpAIINH;

* HCKAIOYCHBI BTOPHYHEIC IIPHYMUHEL THIICPOKCAAY-
U, TAKHE KAK KEAYAOUHO-KUIIIEIHBIE 3400 ACBAHIA,
IIpUEM BHYTPb MeraA03 ButamuHa C HAN ITOBBIITICH-
HOE ITOTPEOACHHUE IIPOAYKTOB C BBICOKHM COAEPKA-
HHEM OKCAAATOB.

O030pHAasf peHTreHOrpaMMa OPIOIIHON IOAOCTH
MOZKET OBITh IIOAC3HOI KaK AAfl BBIABACHISA YPOAUTHA3A,
TaK 1 He(DPOKAABITIHO32. MEAYAAIPHBII HepPOKAAD-
LIIHO3 U YPOAUTHA3 XOPOLIO omIpeacAfroTcs Ha Y3,
a KOPTUKAABHBIH HE(OPOKAABIIMHO3 AY9IITIE AUATHOCTH-
pyercs ma kommeroTepHoii Tomorpaduu (KT). KT Tawke
IIO3BOASIET OOHAPY/KUTH OTAOKEHIA OKCAAATOB KAABIIHA
B APYTHX OPraHaX, TAKHX KaK KAIIIEYHAA CTEHKA, MBIIIIIIBI,
aprepuu [22].

AAfl AMATHOCTUKH IEPBUYIHON IUIIEPOKCAAYPHH
l-ro THIa HEOOXOAMMO MCCAGAOBAHHE CYTOYHOMN
9KCKPEIINH OKCAAATOB C MOYOM, KOTOPOE COCTABAAET
>1 mmoan/1,73 m?/cyr (>90 mr/1,73 Mm%/ cyr), npn
nopme — <0,5 mmoan/1,73 M2/ cyr (<45 mr/1,73 M2/ cyr)
[2]. DKcKperua OKCAAATOB C MOYOH CHHKAETCA IIPH
CK®<30 ma/mnu/1,73 M2, B Takux cAy4asx HeoOXO-
AVIMO OIIPEACAATH YPOBEHB OKCAAATOB U TAMKOAATA
B KpoBH [23]. V AeTeli paHHETO BO3PACTa, a TAKKE B Ka-
vectBe ckpuauHra [, MoxkHO oreHMBaTH SKCKpEIUIO
OKCaAATOB B Pa30BOI ITOPIIMU MOYH IO COOTHOIIECHHIO
K kpearrnuny (2, 4, 24]. C eanro andpcpepentmpopanms
LIEPBUYHON B BTOPHYHON IHIICPOKCAAYPUH, 4 TAKKE
pasarrasex Tr0B 11" Tpebyercs mccaeaoBarme SKCKpe-
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LIIH OPTAHUYECKUX KUCAOT C MOYOH, TAKHX KAK TAHKO-
AEBOHM (TAMKOAATA), PANOKCHAOBON M L-rAnIiepaHOBOI
kucAoT (L-ranmepara). [1pu I1I'1 B 75% caygaes ompe-
ACASIETCS ITOBBIIIICHHAA 9KCKPEIINA TAUKOAATa (HOpMA
<0,5 mmoab/1,73 M2/ cyrman <45 mr/1,73 M2/ cyr) |2, 25].

Aas oxonuareAabHOl Amarsoctukn [1I'1 meobxo-
AUMO IIPOBEACHHE MOAEKYAAPHO-TEHETHYIECKOTO HC-
caepoBanns rera AGXT. CekBeHUPOBAHIE BCETO ICHA
1103BOAfIET BBIABAATH MyTarnn ~AGXT mogrn y Bcex
manmenTos ¢ [T (98%). Cexsenuposanme HOBOTO TO-
KOAGHHSA U IEPBOro HMOoKoAeHus (110 CaHrepy) HMEIOT
COIIOCTABUMYIO AHMATHOCTHYECKYIO 3HAYHMOCTD C JyB-
crBuTeABHOCTBIO 97% 1 98%, 1 cnennduaHOCTHIO
100% [26].

AASl ICKAIOYECHHS CHCTEMHOIO OKCAA03a C II0-
pakeHHeM Apyrux opranos (mpu cHmxennn CKO
<30 ma/mur/ 1,73 M%) HEOOXOAMMBL AOTIOAHUTEABHBIE
nccaepoBanmst: DKL, axokapanorpadus, pearreHorpa-
us AAHHHBIX TPyOUaTHIX KOCTeH, Y3 1 ropmonans-
HBINI npodpn/\b ITITOBHAHOI KEAEC3EL, OCMOTP oanaAb—
MOAOT2 (BKAIOUas (DYHAOCKOIIHIO).

Aeuenue nepBudHOI runepokcasypun 1 ruma

Heanro aeuennd [11'] aBasdeTca mpeAoTBpaIeHue o1-
AOKEHIS OKCAAATOB KAABLIUS B OPIAHAX U TKAHAX IIyTEM
CHU/KEHHA TUIEPIPOAYKIINU U 9KCKPEIIUU C MOYOM.
KoncepparuBnas Teparus BKAIOYAET CACAVIOIINE Me-
poupusrus (3, 4, 25, 27-29]:

e yBeAmueHwne HotpedAeHus KUAKOCTH (>3 A/M%/cyT),
pacipeAeAfieMoe PaBHOMEPHO B TCYCHHE AHA
1 HOYH;

* IIpPHEM IPEnapaToB NUTPATA KaAWA (MAH HATPUA)
B Aose 0,1-0,15 r/kr/cyr u noaaeprkanne pH mMoun
B IIpeaeAax 6,2-0,8. PacTBOpIMOCTD OKCAAATOB KaAb-
LU MOKET OBITH TIOBBIIIICHA ITyTEM IIPHEMA BHYTPb
okcuaa maraws (500 mr/m?/cyr);

* AHETHYCCKHE OIPAHHYCHHUSA IPOAYKTOB C BBICOKHM
COAEP/KAHHEM OKCAAATOB HE TPEOYIOTCH, IIOCKOABKY
n30BITOK OKCAAATOB B OPraHH3ME OOYCAOBACH ITIOBBI-
IIICHHBIM UX OOPA30BAHMEM B IICYCHH, 4 HE ITOCTY-
mAeHueM ¢ mreil. He pekomenayercs takixe orpa-
HHEYHBATH IOTPEOACHIE KAABIHA C IIHIICH, TAK KaK
OH 00PAa3yeT KOMITACKCHI C OKCAAATAMU B KHITICIHHIKE
1 IIPEIATCTBYeT UX BeackBaunio. CAeAyeT u30eratn
mpuema gpesMepHbix A03 Butamuuos C u A [3, 22];

e 3 (EeKTUBHOCTD BEICOKHX AO3 IIHPUAOKCUHA (BH-
TaMuHA B6) OTHOCHTEABHO CHUKEHUS 3KCKPEITHH
OKCaAaTOB ¢ MOuoi ormeuaercs y 50% marmenToB
¢ [1I'l, mpenmyImecTBeHHO € TOMO3UTOTHBIMU MyTa-
muavu p.Glyl170Arg nan p.Phel52lle 8 rene AGXT
[28, 30-32]. HauaabHaA A032 IIHPUAOKCHHA COCTAB-
ASIeT 5 MI/Kr/cyT ¢ €€ MOCACAYIOIINM YBEAUYCHIEM
(maxcumaabHO A0 20 mr/xr/cyr) [24]. OrBer Ha 11-
PHAOKCHH OIleHHBAaeTCA depe3 3 mMecAna rmpueMa
U CIUTACTCA TIOAOKUTEABHBIM, €CAH CYTOYHAS JKC-
KPEIIHA OKCAAATOB C MOYOM YMEHBIIIACTCA OOACE IeM

ma 30% [18].
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Vpoaoruuaeckoe AcdeHue TpeOyeTcs y MALIEHTOB
C MOYEKAMEHHON DOAE3HBIO IIPU PA3BHTHH OOCTPYK-
IIIH MO4YEBRIBOAAIIHX ITyTell. Hedppocromus, yperepo-
CKOIIMA ¥ MOYECTOYHHKOBBIH || CTEHT ABAAIOTCA TIPEA-
[TOYTHTCABHBIMI BMCIIIATCABCTBAMI AASl 3THX LICACH.
He pexomeHAyeTCA OTKPBITOE XHPYPIUICCKOE YAAACHUE
KaMHEH U 9KCTPAKOPITIOPAABHAS YAAPHO-BOAHOBASA AH-
rorpurcus [3, 4, 33-35].

[MarmenTam, aocrurimm 4-5 craanit XBIT, tpeby-
€TCAl OIITUMU3ANNA 3AMECTUTEABHOM IOYECIHOM TEPATIHI
AASl AACKBATHON 3AMMUHAIIAN OKCAAaTOB [3, 4, 22]:

* AMAAH3 CACAYET HAYUHATH PAHO, AO AOCTHKEHUA

XBIT C5 (CK®P 20-30 ma/mur/1,73 M?);

 mporeaypy remoanasusa (IA) caeayer mpoBoAuTH

HA MAKCHMAABHBEIX CKOPOCTAX KPOBOTOKA M AHAAH-

32Ta C HCIIOAB3OBAHUEM BBICOKOIIOTOYHBIX AMAAU-

3aTOPOB;
¢ IIPCATOYTUTCABHEIM ABAACTCSH YBEAHICHUCE AAUTCAD-
noctu ceanca I'A (manpumep, 5-6-4acoBOit exKeAHEB-
ueiit ['A, mouamoit I'A). MosxkeT ObITh HCITOAB30BAHA
kombuaanusa I'A n nepuroneaassoro anasnsa (ITA);
* HEOOXOAHMO CTPEMHUTBCH K ITOAACP/KAHHIO YPOBHA

OKCaAaTOB KpoBH Hike 50 MKMOAB/A.

OnrtuMasbHas CTPATErHSA TPAHCIIAAHTAIIME AAL
marmenTos ¢ I1I'l ocraercs meonmpeaesennoit [36].
B kABHIYECKOI IPAKTUKE HCIIOAB3YIOTCA TPH BAPHAHTA
HIEPECAAKI:

* KOMOMHHPOBAHHAA ITEPECAAKA IIEUCHH U ITOUKH,
* H30AHPOBAHHAA TPAHCIIAAHTAIUA IICICHH,
* HM30AMPOBAHHAA TPAHCIIAAHTAIUA TOUKH.

KoMOuHuIpOBaHHAA TPAHCIAAHTALINA IICYCHU
U ITOYKH BCE YaIlE CTAHOBHTCHA BAPUAHTOM ACUCHUA
y aeteit ¢ [1I'l mpm mporpeccuposanmm XbI1 [3, 4, 17,
36-39]. Iledenns oOecrieanBaeT HEAOCTAIONIHI (DEPMEHT,
TEM CAMBIM CHIKASA BRIPAOOTKY OKCAAATOB AO HOPMAAB-
HOTO YPOBHA. DTa MECTOAHKA MOKET PACCMATPUBATHCA
TOABKO TOCA€ HOATBepkAeHus Amarnosa [11'1. Pesyap-
TAT OAHOBPEMEHHOMN TPAHCITAAHTAITIN HIEIEHHU H ITOUKH,
BEPOATHO HAHAVHUIIINI, KOTAA IIPOIICAYPA BELIOAHACTCS
Ao camxenus CK® menee 40 ma/mun/ 1,73 m? [40)].

ApyruMm BapHAaHTOM fABASICTCA IIOCACAOBATCABHASL
TPAHCIIAAHTALIUA: CHAYAAA IIEYCHU C IIOCACAVIOIICH
TPAHCIAAHTAITHEH ITOUKM, KOTOPAsA IIPOBOAUTCA Y ACTEM
c [II'l u XBIT C5 [41-43]. [lepBonadasbHas TpaHC-
IIAQHTANNSA IEYEHN ITO3BOAAET IIPOBOAUTD HHTECHCHB-
HBIH AHAAN3, ITOOBI OYHCTUTH TKAHU OPraHU3MA OT 32-
IIACOB OKCAAATOB M IIPEAOTBPATUTD B IIOCACAYIOIIEM
HOBpPEKACHHE ITepecaxkuBaeMoii moukn. Kpome Toro,
ITOCACAOBATCABHAS TPAHCIIAAHTALIUA MOMKET OBITH BBI-
IIOAHEHA MAACHBKUM PEIIUIIIEHTAM, Y KOTOPBIX KOMOH-
HUPOBAHHAS OAHOBPEMCHHAS IIEPECAAKA HEBO3MOKHA
13-3a aHATOMUYecKux npudaud [38, 43, 44].

B nccaeaosanmm J. Xiang ¢ coasr. (2020) cpasuu-
BaArack apdexTuBHOCTS KOMOHHUPOBaHHON (7=181,
meamana ospacra 20,0 (8,0-31,5) aet, 81,7% na ama-
AM3€) 1 1mocAeAoBaTeAbHON (7=20, MeAmaHa BO3pacTa
11,5 (1,9-27,3) aert, 78,6% Ha Anasuse) TpAHCIIAAHTALN
redeHn-11049KH y rmaruerTos ¢ [ 1. He BorABAeHO 3HAYN-
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MBIX PA3SAMYHI B 5-ACTHEH BBIKHBAEMOCTH ITAITHECHTOB
(77,0% mn 84,1%, p=0,338), meuemounoro (86,8%
u 88,2%, p=0,685) u moueunoro (78,1% u 85,0%,
p=0,464) tpancraanTaros [45].

M3oAnpoBanHas TPAHCIAAHTAIIHA HIEYEHH OBIAL
peAroxeHa AAf maruerTos ¢ [T u Gsrcrpoiv mpo-
rpeccupopanreM XbI1, kotoprie Bee emme nmean CKO
or 40 a0 60 ma/mun/1,73 M2 [40, 42]. [To AamHBIM
MHOTOYHCAEHHBIX pabOT IIOKA3aHO, YTO IPEBEHTHBHAA
M30AUPOBAHHAS TPAHCIIAAHTAIUA IIEICHH IIPUBOAHUT
K AOATOCPOYHOMY YAYYIIICHHIO (DYHKITHH ITOYEK Y 3TOM
IPYIIIBE HAreHToB [42, 46-49]. OAHAKO AAS TPAHCIIAAH-
TAITMN IIEYEHN TPEOYeTCA HATUBHASA ITEIIATIKTOMHEA, ITO0-
TOMY YTO AFOOBIE OCTABIIIHECA ACCDEKTHBIE KACTKH OYAYT
IPOAOAKATH IIPOU3BOAUTD OOABIIIOE KOAMYECTBO OKCA-
AaTOB. AOCTATOYHO BBICOKAsA ACTAABHOCTD, CBA3AHHAA
C 9TOH OIIepAIIHEH, IPUBEAU K KOACOAHUAM B OTHOIIIE-
HUH ITPEBEHTHBHON TpaHCIAaHTanuy redenn [50-52].
B wactHOCTH, yAyUIIIEHME BRIKMBACMOCTH HOYCK, CBS-
32HHOE C PAHHCH AHATHOCTHKON I HAYAAOM MCAUKAMCH-
TO3HOM TEPAITNH, TAKKE CIIOCOOCTBOBAAO HEKEAAHUIO
LIPHHATD 3TOT ITOAXOA [3].

M3oAupoBanHas TPAHCIIAAHTAIIAA ITOYKH Ha CO-
BPEMEHHOM 9TaIle IIPAKTUICCKA HE PACCMATPUBACTCA
mpu I1I'1 [36] n3-3a BHICOKOIT YaCTOTH OTEPD AAAO-
TPAHCIIAAHTATOB, IOBPEKAAEMBIX MOOHAN30BAHHBIMI
U3 TKAHEH OKCAAaTAMH. DTOT BAPUAHT MOMKET paccMa-
TPUBATBHCA ¥ OTACABHBIX ITAIINEHTOB C TOMO3HIOTHBIMI
mEpPUAOKCHH-9yBCTBUTEABHBIMU AGX T MyTanuamu
p.Gly170Arg man p.Phel52lle [3, 53, 54], a Taxxe
Yy B3POCABIX ITAITHEHTOB C IIO3AHO MaHH(ECTHPYIOIICH
opmoii 3a60AeBaAHA.

HabniogeHns 13 npakmku

Kannnueckue cAydau epBAYHON
runepokcasypuu 1 tuma

B Pecnybauxancxusi yenmp demexoti negponozuu u same-
cmumenstiot noveyro mepanuu (PLIAHu3IIT) e. Muncka
nocmynun pebénox Ausa K. us 0dnoii us cmpan Gauscrnezo
sapybescea 6 sospacime 9,8 aem ¢ yeawio doobesedosarus u pe-
HeHUA BONPOCA O BOIMONCHOCHIU NPOBECOCHIUSA IIPAHCRAHINAYUY
noUK.

W3 anammesa: pebenox om nepsoti nopmansio nponme-
Kasuell GepeMennocnt, HeoCA0NCHENHBIX P0006, U3 ceMblL
300poswix, He cocmonsuiux 6 podcmee podumened. Poouacs
Ha 40-1i Hedene cecrmayuy ¢ nuskoti maccott mesa 2300 spam-
Mos (<3 nepyenmuns), daunoi 51 ey (50-ii nepyenmuns),
pocaa u passusanacs coomeencmeeriro sospacnry. Cemedirii
AHAMHE3 OMALOUEH: ) MAADULE20 Gpania 2-X cinopoHHuil ypo-
saumuas. B eospacme 6,8 sem 6nepsvie no darnnvim Y3 6vi-
A6AEH MEYANAPHBLI HEPPOKANBYUHO3, HaAPYeHIle d3071106b1-
denumensitotl Gynxyuu novex (kKpeamunun 92 mxmonn/ 1),
usmenerun 6 ananuse mouu (6eaox — 0,099 ¢/ 4, seiikoyume
15-20 6 n/3). Pexomerndosan obusvreisi nunieesoil pexcum.
B nocaedyromem nouweunas nedocmanmourocms npozpeccuposasa
u 6 03pacie 9,5 sem peberxy Havanm eemoouans.

Ipu nocmynaenun 6 PLIAHuSIIT 2. Muncxa: gusu-
yeckoe passumue peberka cruonetio (pocm <10 nepyennmuiz,
Macca meaa <3 nepyenmuan), AN 130/ 90 ym pm.cm.,
anypus ¢ momerma navaia ouaiusa (3 mec.). Ha obsoproi
permeerozpamime GOl N0A0CHIH B61A61EH 2-X CIHOPOHHUI
KOPIIUKO-MeYAAAPHBLY HepoKaabyuros 3 cmenenu u ypo-
saumuas (puc. 1a).

C yuemom nanuuus 2-x cmopornezo regpoxasvyuriosa
u yposumuasa ¢ Ovicmpeim npozpeccuposarnuem do XbIT

Puc. 1. 0630pHas peHTreHorpadusi GpIoLWHOM NONOCTN
(@ — 2-X CTOPOHHUIN KOPTUKO-MEAYNNAPHBIN HebPOKaNbLMHO3 U yponuTmMas; 6 — 2-x CTOPOHHWIA yponnTmnas)

Fig. 1. Abdominal X-ray (a - bilateral cortico-medullary nephrocalcinosis and urolithiasis; b - bilateral urolithiasis)
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C5 y Auser K. (npunumas maroie 60 6numarie yposumuas
) Maadutezo Gpama) 3anodospera nepeuuan eunepoxcasypus
1-c0 muna, wsenuavas opma. Aesouxe 66110 omKasaro
6 nposederun mpancnaanmayy NOUKY ¢ Y4enom 6u1co-
K020 pucka 6036pania 3a001¢6anis 6 NEPECarcerHyry NouK).
Pexomendosarno nposedernue monexyaapo-zenenuteckoeo
obenedosanua ra eviasaene mymayui 6 cenax AGXT,
GRHPR, HOGAT 011 nodmsepaderusn uan uckarnuerus
I1I', a maronwce doobenedosariue maadutezo Gparma 6 yeaosusmx:
PLIAHu3IIT.

Maadmuii 6pam Auser K. (pasnuya 6 sospacme 2,3 e00a
Mencdy demomu) — Anexcandp K., enepeve obenedosanca
6 PLIAHu3II'T ¢. Muncxa 6 sospacme 7,7 sem. M3 anam-
Hesa: peberox om 6mopotl Pusuos0zukeckoll bepemeriocnii,
Heoca0IcHeN HBIX P0006 (Kecapeso cederue 10 npuLe Muo-
nuu y mamepu). Poouaca na 39-ii nedene eecmayuy ¢ mac-
cott 3200 epamimos (50 nepyernmuns), dauron 51 e (75-i
NEPYEHIMUNG), POC 1 PASBUBANCA COOMBENICINBEHHO B03DACIL).
B sospacme 5 aem npu Y3 nouex snepsvie obnapymcert
ManensKutl Konkpemenn 6 00not nouxe. Ha yomenm na-
Cr0AIYeTl 20CHUMANU3ayul PeGeHoK Haaol He npedsasai,
Qusuueckoe passumiue Hunce cpedrezo (pocm u Macca mena
coomeenmcmeosant 25 nepyermuar). 1lpu obcaedosaruu
no danneim Y3 novex u 0630pnoil penmeerozpammer
Oprosunoti noaocmu 6bIA64€H YPOAUNIUA3 6 06EUX NOUKAX
(puc. 16); 6 obugem ananuse Moy onpedessnucs oKcaIan s
4+ (nearoyumer 8-10 6 n/ 3, spumpoyumer 3-5 6 n/3,
benox — 0,033 2/1), cymounan Ixckpeyun oxcanamos
¢ MOYOY npessiniana peepercsie SHAUeHIA U COCINAEAANA
84,6 mz/ 1,73 M2/ cymru npu nopmansros IKcKpeyuu
Kaasyus u Mouesotl Kuca0mel, Guavmpayuontias Gynx-
yus noex crumcera (Kpeamunun kposu — 56,1 mxmons/ 4,
PCKD no Lsapyy — 78 mafmun/ 1,73 m2). B Gorvnuye
O7CYINCINBO8ANA BOIMONCHOCII ONPedeseHIA YPOBHSA 0Kca-
Aamo8 U 2AUOKCUAAMA 6 KPOBU, IKCKPeyul eAUOKCUAaMA
Mouy. Yuumeisan eospaci 0ebrma MouekameHHol 6oae3H
u nasudue ne@poxaavyurosa novex ¢ uexodom 6 XbIT
C5 y poonoii cecmput, y Anexcarndpa K. sanodospera nep-
BuYHaAA Unepoxcanypua 1 muna, weentusvrnas 560])Ma.
Pexomerndosaro nposedenue monexyaapro-zenemuteckoeo
obcaedosarnus wa 11 yseauuums nompebaenue sudxocnu
do 2700 m/ cymrcu, dobasums K aewenuo yumpan Kaaui-
rampu-eudpozer no 0,5 ¢ 3 pasa 6 eymKu ¢ yseauueruem 003t
u nodoepowarimem pH mouu 6,2-6,7, maznus saxmania 0u-
eudpam 940 me/ eym, nupudoxcuria eudpoxaopud 90 mz/ cyn
4,1 mz/ xe/ cym).

Mroscecmeentioe omxoncoernue xamed y Auser K. 6nep-
sv1e omMmenanocs 3a 1 nedearn 00 nawasa npozpammiozo
2eMO0UAAUIA, U110 MOZAO npusecnin K oﬁmfpjm/uu u passu-
muro anypus, ay Anexcandpa K. omxooncerue xammen na-
br00anoce uepes 2 1edeau nocae 6bliie HASHAYEHI020 JIeUeHIA
6 PLIAHu3IIT. Xumuueckuii cocmas xammei y Massuuxa
bvr npedcmasaert 100%-m sesesnumom (Mmonozudpaniom
oKcanama Kaasyis).

Y Auser K. 6 sospacme 11,3 z00a nposedero monexy-
JLADHO-2CHENIUYECKOE UCEIC006aIHE MENI000M MYAbIIUNIEKCHO
aueam-sasucumorl amnauguxayun sonda (MIPA), xomopoe
1n00meepoua0 duaciios nepuyrion cunepoxcasypuu 1 muna.
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Bezssaena comosucomman mymayun ¢.1-2_358+2del 6 sxso-
nax 1_2 cena AGXT, xooupyronezo benox EXT_EX2del.

Vuumuvisas monexyagpro-cenemuyeckoe noomseparcoeriue
Quazrosa nepeuurol cunepoxcampun 1 muna, nayuenmxe pe-
KOMeH006ar0 nposederie mpancnaanmayi neven u nouKi.
A ewtnoanerusn smot onepayuu desouxa nepesedera 6 1'Y
«Muncxuti nayuro-nparxmudeckutl yermp xupypeut, mparc-
NAGHINON02UY U 26MArI0N02UUY, 20¢ NOCAe 000061e006aN A
G110 BKAIOUEHA 6 AU OHCUOGHUA NEUEHOUHOZO U OYEHHO20
mparicnaaniania.

Xupypeuuecxoe nocobue. B sospacme 11,5 sem nayu-
eHmIKe 8uIN0AMHeHA KOMOUHUPOSAHHAA MPaHCHAaHNaUA Ne-
yeru u nouxu om 001opa 15 s1ens, scerckozo noaa co cmeprmrvio
Mo32a 6¢1e00116Ue 01IKPLINION Hepentol Mo3e060l mpasMbt.
Abconrommsix npomusonoxasanuti 044 3abopa opearos
e 6u1.10.

Anumenviocms svinoanenus Komounuposarnot mpatic-
naanmayu nedeny u nouKu cocmasuao 7 vacos. B xauecmse
Q0cmyna 0414 npo6ederus MPancRAGHMAY UL NeUeH UcnoIb-
s06ara J-obpasras sanapomomus. Beinoanena mobususayus
neweri, 6v10eaensl Hao- U NOONEUEHOUHbIE 01720851 HUNCHEN
n0401 8e1bl, NeUEHOUNAA apmepus, 80pomas 6end, 2ena-
mUK0X0.1€00X. Yuumeieas recoomeenmcmeue no Macce mead
peyunuenma (23 xz) u donopa (50 x2) u duamempy ruzcred
noaotl serier (y doropa ra 50% Goavue) pewerio 6vinoarune
mparcniarmayur neweru no memoduxe Piggy Back. Ocoben-
HOCII610 0aHHOT 1EXHUKU ABAACHICA 1710, U120 2eNAMIKINOMUA
BBINOINACHICA be3 NeEPecanus U ¢ coxparierue HucHed noaot
serwr. Yemua neuernounsix 6en peyunuernma o0weunswma
U QPopMUpyenIca anacnomos ¢ HadneweHouHbIM 010e10M
Huowcredl 10401 8ersr oHopexod nevery. 1 locse gpopmuposa-
HUA KABAKABANBHOZ0 ANACHIOMO3A 86IN0AMENHA Pernpospadarn
penepdysua u cpopmuposar anacmomo3 60pomHoll ersl,
nocae veeo nposedera nopmanvian penephysus (daumens-
Hocme azenamuyeckozo nepuoda cocmasuaa 40 mumym).
Doprmuposariue Kasa-Kasa anacmomosa 66101106k KKOHeEY
6 bor». Llocae penepdysuu u pesusuu 6erosHeix anacmomo-
306 6v1A6.1€10, 410 1 ceeMenn npenamicmeyent HopMaasHoMy
Kpo6onIoKy 10 60pomHon 6ere U 8bi3b168aenn e¢ KOMUPECcuro.
Beinoanena pesexyus 1-co ceemenma dornopexoi neweriu. Ap-
mepuanviLlil anacmoMo3 6einoanen Hna yposte 00Hoperoll
o0buypet] neverounoll apmepuu u obufell neveroynol apmepuu
peyunuerma. Ilpu unmpaonepayuonnom Y3 mpane-
naanmama nedeny — Kposomox no newenounol apmepui,
60pOIIHOLL Berte, NEUEHOUHBIM BeHAM, HUNCHE 10101 6ere
adexsamnpiil.

Bunuapnas pexonempyxyus svinoanssace nymem gpop-
MUPOBarua GUAUO-GUNUGDHO20 AHACIHIOMO3A CKOMHEY 6 KOHEYy.
Onepayus saxonuena nocmanosxoil operasncisix mpyoox
6 nodnevenouroe npocmparcneo cnpasa u Maasti mas. Kpo-
sonomepa cocmasuaa 300 ma, obwan uuemus mparcniar-
mama nedery 8 4acoe.

Tparcnaanmayus nouxu sinoamera 3a6p0uuHsIM 00-
CHIYNOM — paspesom 6 ¢80l 10408uHe wusorma. g mparic-
naanmayn ucnoav306ana aesan nouxa donopa. Hanoncernwr
AHACIIOMO3L: NOYEUIAA 6eHa U HADYIHCHAA N006300MIAA 6eta
«KoMHey 6 D0K», noueuras apmepus u Hapyscras no06300uasn
apmepus «xotey 6 6ox». 1 locae peyupryaayun nouxa posoéas,
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Puc. 2. InHammKa n3mMeHeHUIn KOHLeHTpaLUuii KpeaTuHmHa 1 unctatnHa C, pCKO
rocne KOMOVHVPOBaHHOW TPaHCMaHTaLMM NeYeHN 1 NoYKK y Jlnsbl K.

Fig. 2. Dynamics of serum creatinine and cystatin C levels, eGFR
after simultaneous liver and kidney transplantation in Lisa K.

xopoumezo mypeopa. Mouemounux umnaannuposar 6 6¢p-
xyuLky mouesozo nysvipa no Auuy-1 pezyapy. Onepayus saxon-
UeHa NOCIar08Koll OpeHancHoll mpyoKu 6 3abprouurroe npo-
cmparemeo caesa. Kposonomeps cocmasuna 50 ma. Obmyan
UHleMUA mpancnaanmanta nouxy cocmasuaa 17 4acoe.
Ilpeo- u unmpaonepayuornas undyxyuonras ummyHocy-
npeccusHasn mepaniia 6KA104aa 66€0eHe MENUANPEOHU300HA
u basuaurcumada. B nocaeonepayuonnom nepuode pederox
NOAYHAN CIIAHOGPIINYIO MIPEXKOMNOHENINIYIO UMMYHOCYHpec-

CUBHYI0 1m8paniito (MemuANpeOHU30A0H, MaKPOSUMYC U M-
Kogeronama mogentu).

B nocaeonepayunornrom nepuode ommeuanacs omcpouet-
Hasn PYHKYUA NOUEUHO20 1PACnAaNNIaNId, 4110 NONIPeO06an0
nposederius cemoduanusa. Cozaacio npomoxony nocaeonepa-
YUOMHH020 6edera 1a ] cYmKiU 6binoHena GUoncus mpatic-
naarmama nouxu nod xorumposem Y 3. Ilpu cucmono-
2UUCCKOM UCCACO0BAHUU NOMEUHON 1Kl 6bLAENEH 0CIIPbLIL
Kanavyeswil HeKkpos.

Puc. 3. SkckpeTopHas yporpadusa Ha 60 muHyTe y AnekcaHapa K. Brok npaBoit Nouky KopannoBraHbIM KamHeM B 0611acTy NnenoypeTepanbHOro
CEermMeHTa C BbIpaXXeHHOW funaTtauuert 1 3aiepXKKoii KOHTpacTa BO BCeX rpynmnax yalueuek (a). O63opHan peHTreHorpadwis 6pIoLLHO NoNocTn
nocse 3 3TanoB SHAOCKOMNMYECKON NazepHON HeGPONUTOTPUNCUN — KaMEHb SIOXaHKM NPaBoW NMOYKM pa3fapobiieH Ha Menkre dparmeHThbl (6).

Fig. 3. Excretory urography at 60 minutes in Alexander K. Block of the right kidney with a coral calculus in the area of the pyeloureteral
segment with pronounced dilatation and delayed contrast in all groups of calyces (a). Abdominal X-ray after 3 stages of endoscopic laser
nephrolithotripsy — the pelvis stone of the right kidney is crushed into small fragments (b).
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Puc. 4. luHammKa n3MeHeHUIn KOHLeHTpaLuin KpeaTuHuHa u umctatnHa C, pCKO y AnekcaHapa K. Ha poHe KoHCepBaTUBHOW Tepanuu.

Fig. 4. Dynamics of the creatinine and cystatin C levels, eGFR in Alexander K. on conservative therapy.

Ha 171 cymrcu nocae onepayuu y nayuernnicu ommedanace
KAUNUYECKAA Kapmuna 6HYmPu-0p1ontnoco Kposomeuerus.
Betnoanena pesanapomorun, yemarnosaero xposomevere
U3 30Hb1 2aAcHIPO0Y00EHANBHOL apimepll — 2eMocias npouli-
sanuem. Aonosnumensiio 66196.1€H0 HECKONBKO UCHIOUHNUKOE
Kposomeuenus 6 cenamodyodenanviiol c6aske U 6 30He pesex-
YUl 1€PE020 cezMenna NeveHy — 2eMocias npomneanem
U 3AeKmpoKoazyAayued.

Ha 12 cymixcu nocaeonepayuonrozo nepuoda 6 some ara-
CII0MO3A NEHeHOUNotl apmepun 66161610 CINeH03uposariie
00 80-90%. B permeensndosackyaaproi onepayuoiod npo-
U3BedeHa CeeKINUBHAA Kamenepusayis upesrozo cmeona 1a-
npasAAINUM Karenmepom, Koporapiuitl nposooHux nposeder
uepes 301y CrIeH03a U NOSUYHOHUPOBAH 8 00ILYI0 NEUeHOUHYIO
apmepuro. Beinoanena npedunsmayus 6anrnonom, 6 301y
ocmamourozo cmenosa umnianmuposar cmenm. Ilpu xon-
MpoNBIHOI arenospagpuy — cinenos yemparien.

K 14 cymuam ommeuanoce soccmarosaerue duypesa,
a 6 10cAeY UM U a30706b10eAUMENBHON PYHKYUU NOUKIL.

Iayuenmra svinucarna 6 yoossemeopumensiiom cocno-
anuu na 30 cymKu nocae onepamusiozo 6Memaneasenea.
Iocne svinucku us cmayuonapa y desouxu 6 meuerine 200a
0TIMEUANOC TOBBLILEIIO0E §bL0CAEHNE OKCANAINOE ¢ MOYO
¢ snusodamu Maxpozemanypun. Uepes 3,5 z00a nocae xom-
Gunuposannotl mparncnianmayuy neveny u nouKu GyHKyua
nepecaNcerHnbIx opearos Y008Ae/80pUMENbHAR, U0 1100-
7186PIANCOACHICA HOPMANBHBIMY YDOSHAMIU Kpeamunuma u yu-
cmamura C 6 kposu u cmabuavusiiy suaveruamu pCKD
(puc. 2), a marksce 0micynmcmeuemM nosulueHHo IKCKpey
0KCananos ¢ Mo4ou.

Y Anexcandpa K. 6 sospacme 8,8 sem memodom MILPA
6b1A6/CHA UOCHINUYHAA 20MOIULONIHAA MYMAYUA 2¢HA
AGXT, xax uy ezo comapueis cecrnper (NM_000030.2:¢.7-
?_358+72del 6 sxsonax 1_2 eena AGXT, xodupyruezo
besox NP_000021.1: EX1_EX2del).

B sospacme 11,2 200a Aunexcandp nocmynun
6 PLIAHu3IIT no npuuune obcmpycyuu xopasiosuo-
HBIM KaMieM nues0ypemepansiozo ceeMenmia npasot nouxuy
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(puc. 16, 3a). "L puncos: emy 6sr.1a nposedera sHoockonuyeckas
AaA3EPHAT HEGPONUNMOMIPUNCUA ¢ YENEULHBIM BOCCIIAHOBEHUEM
1pox00UMocHIY HPagozo Movemounuxa (puc. 30).

Iocaeonue 5 nem nabawoenus @ursmpayuon-
naa @ynkyua novex y Anexcandpa K. ocmaemen cma-
ounvroli Ha powe xorcepsamuénod mepanuy (pCKD
78,0-75,7 ma/ mur/ 1,73 M), ¢ yayuutersem nocae regpo-
aumonmpuncuu (cruncerse xpeamununa ¢ 91,7 mxmons/ s
00 67,5 mxmons/ 4, puc. 4). Coxparsenca npobaema nocnio-
AHH020 011X09NC0HUA KOHKDEMENI108, KOMmOopsLe conposoncia-
1OPICA NOYEUHOT KOAUKOT U INUI00aMU 0GCIIPYK YUY MOUEBHLX:
nymeil.

3akAroueHue

Ha mpumepe 2-x AeTeil 13 OAHOI CEMbH, HMEIOIIINX
HACHTHYHYIO TOMO3HUTOTHYIO MyTaruio rena AGXT,
IIPOAEMOHCTPHPOBaHA (PEHOTHIINIECKAA BAPHAOEAD-
HOCTb TIPOSABACHUI TIEPBIYHON THIIEPOKCAAYPUH 1-TO
THIIA B BUAE HE(PPOKAABIIMHO3A IIOYEK C MCXOAOM
B XbIT C5 y nepsoro pedenka u BO3BPATHOIO YPOAH-
THA32 C OTBETOM HA KOHCEPBATHBHYIO TEPAIIHIO U AAH-
TEABHBIM COXpaHEHHEM (PUABTPALMOHHON (DYHKIINN
IIOYEK y BTOPOTO.

[To AaHHBIM AHTEPATYPBI, OITUMAABHBIM BADHAHTOM
TpaucraarTanuu A Auses K, yanreman y mee XBIT C5,
IIPEACTABASAAACH IIOCACAOBATEABHAS IIEPECAAKA IICUCHIL,
a sarteM rouku [41-43]. OAHAKO OTCYTCTBHE BO3MOMK-
HOCTH OIIPEACACHHSA YPOBHA OKCAAATOB M 'AHKOAATA
B KPOBH, BO3MO/KHO, HE HACTOPOKUAH B OTHOIICHUH
HIOYEUHOTO TIOBPEKACHHA IIOCAE OIIEPAITIH, OTCYTCTBHE
IPOABACHUI CHCTEMHOIO OKCAA032, JKEAAHUE MUHIMI-
sanmu HLA cencnOuansannu B CAygae HCIIOAB3OBAHIS
OAHOTO AOHOpA [55] CKAOHHAO darry BeCOB B CTOPOHY
IPOBEACHNA KOMOMHUPOBAHHON TPAHCIAAHTAIIHMI
meuenn u mouku. B cratee E. Preka u coasr. (2019)
ONHMCAH YCHEITHBIH CAYYall OAHOBPEMEHHOMN TpPaHC-
IMAQHTAIINN TIEICHU U IIOYKN PEOEHKY C ITEPBUYIHOI
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runepoxcasypue 1-ro tuma u XBIT C5, y koroporo
AAAL IIPEAOTBPAIIEHHA ITOBPEKACHIA IIOYEIHOIO AAAO-
rpadpTa OBIAO AOCTATOYHO 48-9aCOBOM BEHO-BEHO3HOM
reMO(PHABTPAIIIH TTIOCAE orepanuu [50].

Ha sTame omMAAHNA TPAHCIAAHTAIIMU IIEYECHH
U ITOYKU PEOEHKY IO MECTY JKHTEABCTBA IIPOBOAHACH
CTAaHAAPTHBIA 4-X 9acOBOI reMOAMAAN3 3 pas3a B He-
ACAIO, 4 HEC HHTCHCHBHBIN, KAK 3TO PEKOMECHAOBAHO.
Hecmorps Ha TO, 9TO AO IPOBEACHUSA OIIEPAIIIH AC-
BOYKA 2 FOAQ ITOAYYAAA TEMOAMAAN3, ¥ Hee He OBIAO
BBIABACHO IIPU3HAKOB CHCTEMHOIO OKCAA034, U CKAQ-
ABIBAAOCD BIICYATACHIHE, YTO N3OBITOK OKCAAATOB B OP-
FAHH3ME ACIIOHUPYETCA B COOCTBCHHBIX ITOYKAX B BHAC
HedpoxrarbiHO3a. [Tocae TpaHCIAAHTAIINH IIPOHC-
XOAHT IOCTCIICHHAS MOOHMAN3AINSA ACIIO3UTOB OKCAAA-
TOB U3 TKAHCH H IIOBBIIIIACTCA HX 9KCKPEIHA C MOYOH,
KOTOPas MOKET COXPAHATHCS B TEUCHHE ABYX HAI AQIKE
DoAee ACT, AO YAAACHIIA BCEX 3AIIACOB U3 opranusmMa [30).
ABYXCTOpOHHEE YAAACHHE HATHBHBIX IIOYCK BO BpeMA
TPAHCITAAHTAIIIN YMEHBIIAET 3aITAChl OKCAAATOB [57].
B marrrem cayuae HepaKkTOMUA HE IIPOBOAUAACH HIL AO,
HH BO BPeM# TPAHCIIAAHTAIIAH.

V HarnuenToB, IepeHecHInX KOMONHUPOBAHHYIO
TPAHCIAAHTAIINIO [IEYCHNU U II0YCK, HECMOTPS Ha IIPHEM
DOABIIIOrO KOAMYECTBA ACKAPCTBEHHEIX CPEACTB ITOCAE
OLICPALIHH, HEOOXOAUMO IIPOAOAMKATD TEPAIIHIO II0 CHHU-
KEHHIO KPHUCTAAAOOOPA30BAHIA OKCAAATOB B MOYE — ITO-
BBIIIIEHHOE ITOTPEOACHUE KUAKOCTH, IIPUEM I[HTPATA
KAaAMA, OKCUAQ MATHUA U ITHPUAOKCHHA Y IAI[HCHTOB
¢ IpUAOKCHH-9yBCTBUTEABHBIMEU A GX T MyTanmsamm.
MeAHKAMEHTO3HOE ACICHIE IIPEKPAIIIACTCH, KOTAA 9KC-
KPEIHA OKCAAATOB C MOYOI BO3BPAIIAETCA K HOPMAAD-
HbIM 3HAYCHUAM.

Taxum 00pasoM, HECMOTPS HA PSIA OIPAHUYCHU,
VCIIEITHOE IIPOBEACHHE OAHOBPEMEHHOM TPAHCIIAAHTA-
LU [ICYCHU U ITOYKH PEOCHKY C IEPBUYIHON IUIICPOK-
caaypueit 1-ro turra u XbIT C5 BosmozkHO.
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