L2 e oms s memwe NDM &
TIBBIVIITIIA YANGI I(IIN

BERLCE A

3 g TS

[E: S ..‘;

AVICENNA-MED.UZ ey
ISSN 2181-712X.
EiSSN 2181-2187

4 (78) 2025



/f Conpedcedameau peoaxuuoHHOl \\
Koaae2uu:

1. K. TEIITAEB,
A. I11. PEBULIIBWIN

Pen. xonnerus:
M.U. ABIYJIJIAEB
A.A. ABIYMAXHNI0OB
P.b. ABAYJIJIAEB
JLM. ABAYJIJTAEBA
A.Il. ABAYMAXN/IOB
M.A. ABIVJIJTAEBA
X.A. ABIYMAJDKAIOB
b.3. ABAIYCAMATOB
M.M. AKFAPOB
X.A. AKWJIOB
M.M. AJIMEB
C.K. AMIHOB
11.5. AMOHOB
I1.M. AXMEJIOB
10.M. AXMEJIOB
C.M. AXMEJIOBA
T.A. ACKAPOB
M.A. APTUKOBA
K.b. BEKHA3APOB (rnaBHblii peaakTop)
E.A. BEP/IVEB
B.T. BY3PYKOB
P.K. IAIABAEBA
M.H. JAMNHOBA
K.A. JEXKOHOB
3.C. IXKYMAFBAEB
A.A. JUKAJINIJIOB
H.H. 30JIOTOBA
A.Ill. UTHOSITOB
C. THIAMUHOB
AN. NICKAHJIAPOB
A.C. NJIbSICOB
3.9. KOBMJIOB
AM. MAHHAHOB
M. MYCAEBA
T.C. MYCAEB
M.P. MIUP30EBA
@.I. HABUPOB
H.A. HYPAJIMEBA
@.C. OPUIIOB
B.T. PAXUMOB
X.A. PACVYJIOB
1I1.1. PY3UEB
C.A. PY3UBOEB
C.ATA®DOPOB
C.T. ITATMAHOB (Ksiprei3cran)
K.b. CATTAPOB
B.b. CA®OEB (0TB. penakTop)
N.A. CATUBAJITUEBA
1I.T. CAJIUMOB
I TYKCAHOBA
M.M. TAJDKVEB
A K. XAMPAEB
J.A. XACAHOBA
AM. IIAMCHEB
AK. IIAAIMAHOB
H.K. SPMATOB
b.b. EPTAILIEB
H.ILI. EPTALIEB
N.P. IOJIJALLIEB
X, IOJJJAIIEBA
A.C. IOCYIIOB
LI, IPUKYJIOB
M.II. XAKMMOB
J1.0. UIBAHOB (Poccust)
K.A. ETE3APSH (Poccus)
DONG JINCHENG (Kurait)
KY3AKOB B.E. (Poccust)
5. MEMEPHUK (CroBakwst)
B.A. MUTHII (Poccust)
B 1. IPUMAKOB (Benapycs)
O.B. I[IEHIMKOB (Poccust)
A.A.TIOTAIIOB (Poccus)
A.A. TETIJIOB (Poccus)
T.II. LTAPMAHOB (Ka3axcran)
A.A. IIET'OJIOB (Poccust)
C.H I'VCEMHOBA (A3zap0aiimxan)
Prof. Dr. KURBANHAN MUSLUMOV (Azerbaijan)

\k Prof. Dr. DENIZ UYAK (Germany)

2

7 )

TUBBUETIA AHTU KYH
HOBLIN JEHb B MEJIUIIMHE
NEW DAY IN MEDICINE

Hamuii-pepepamue, masnasuii-maspupuii ncypnai
Hayuno-peghepamuenbtii,

0yX06HO-NPOCBEMUMEAbCKUL HCYPHAL

YYPEIWUTEJIIN:

BYXAPCKWI TOCYJAPCTBEHHbBIN
MEIWLIMWHCKUIA UHCTUTYT
000 «TUBBUETIA AHTY KYH>»

HaupoHanbHbIN MEIULIMHCKWIN
HCCIIEIOBATEILCKHI LIEHTP XUPYPTruv UMEHHA
A.B. BuiiiHeBCKOTO SIB/ISIETCSI TeHEPaJIbHBIM
HAyYHO-TTPaKTUIECKUM
KOHCY/JIbTaHTOM pPeIaKI1

KypHaJ ObL1 BKJIIOUEH B CIIMCOK XXYPHaJIbHbIX
WU3IaHUM, peLieH3upyeMbIX Briciieit
ArtrecTalimoHHol KoMuccueit
Pecnyonuku Y36ekucran
(ITporokox Ne 201/03 ot 30.12.2013 1.)

PEJIAKIIMOHHEIA COBET:
M.M. ABIYPAXMAHOB (byxapa)

I' K. JKAPBIJIKACBIHOBA (Byxapa)
AL MHOMATOB (Tamxkenr)

[.A. UXTUEPOBA (Byxapa)

II.M. KAPMMMOB (Tamkenr)

V.K. KAIOMOB (ToukeHr)

III.V1. HABPY3OBA (Byxapa)

A.A. HOCHPOB (Taiuxkenr)

A.P. OBJIOKYJIOB (byxapa)

B.T. OOMJIOBA (TamkeHr)

II.T. YPAKOB (byxapa)

2

4 (78)

www.bsmi.uz
https://newdaymedicine.com E:
ndmuz@mail.ru

Tem: +99890 8061882

2025

anpeib


http://www.bsmi.uz
mailto:ndmuz@mail.ru
https://newdaymedicine.com

Received: 20.03.2025, Accepted: 06.04.2025, Published: 10.04.2025

YK 616.613-053.2:575:616.61-07 .
BJIUAHUE INOJIMMOP®HBIX TEHOB HA PA3BBUTUE MOYEKAMEHHOU
BOJIE3HU Y AETEM (0630p rumepamyput)

"Xaxumosa JI.P. ORCID: https://orcid.org/0000-0003-4638-9499
YOcynoe 111.A. ORCID: https://orcid.org/0000-0001-7259-028X
?Camaee B.Y. ORCID: https://orcid.org/0000-0001-8641-7875
*Pasun M.IT1. ORCID: https://orcid.org/0000-0003-3561-3256
*Pabbumosa 3.111., opounamop omoenenus anecmesuono2uul 1 peaHumamonoeuu
YU60yposuros JI., cmyoenm 5 kypca neuebrozo (paxynvmema
"Mamapaumos H., cmyoenm 5 kypca neuebnozo gaxyrwmema

YCamapkanckuii rocy1apCTBEHHBIM MEMIIMHCKUN yHUBEPCHTET Y30ekucTaH, r.CaMapKaHI,
yi1. Amupa Temypa 18, Tem: +99818 66 2330841 E-mail: sammi@sammi.uz
2KasaHCKas TOCyJapCTBEHHAst MEIUIMHCKas akaneMus, Kaszans, PecryGnuka Tatapcran, Poccust
*KupoBcKuii rocy1apcTBEHHBIN MeIUIMHCKHIT yHUBepcuTeT, Kupos, Poccust
* Camaprkansckas Crienanu3upoBaHHas JIeTCKas XUpyprudeckas Kiauka CaMapKasIcKoro

roCyIapCTBEHHOT0 MEIUIIMHCKOIO Y HUBEpCUTETa

v Pesiome

Yponumuaz 6 demckom eo3pacme omauuaemcs npozpeccupyrouium meueHuem ¢ OblCHmpbIM
paszeumuem o0cioxcHenuil. B nacmosawee eépema 60 mHozux cmpanax mupa RpoeooAmcsa pao
2eHeMuUYeCcKUX UCCNe008AHUNl, HANDPAGIEHHBLIX HA HNOUCK dACCOUUAUUIl YPOIUmMUA3A U €20
DPeuuousos ¢ nOIUMOPPHLIMU aAPpUAHMAMU 2eHO8. Yeenuuenue 3a60neeaemocmu ypoaumuasom,
0cobenHo cpedu demeii, 6b13b16aent HEOOXOOUMOCHD DoJ1ee 2TIYDOKO020 U3yHeHUs Namoz2eHe3a 3mo2o
3ab01e6aHUA, €20 KIUHUYECKUX 0COOEeHHOC e, YACMOMbL PeUUOUB08 U 0CN10XcHeHull. B muposoii
npakmuke ocoboe GHUMAHUE YOeNAeMCA HAYUHLIM UCC1€006AHUAM, HANPAGIEHHBIM HA U3YUeHUE
npuuun, akmopoe pucka, MexaHuIMo8 pazeUmus, OUAZHOCMUKU U Oudhepenyuanvroi
OUAZHOCMUKU O0CMCKUX 3a0071€6aHUTl, GKIOUAA MOUEKAMEHHYI0 00ne3nb. Ocobyio 3nauumocmos
umelom Uuccie008aHus 2eHeMmU4ecKuUxX MapKepos npeopacnoioONceHHOCMU K YPOoaumuasy u
COBEPUIEHCMBOBAHUE XUPYPIUYECKUX MeMmO0006 JieueHus. Imo noouepKueaem 6aj)3cHOCmb
YAyuuieHus paHHeil OUazHOCMUKY U PA36UMUA ORMUMATIbHBIX XUPYPZUUECKUX MEMO0008 1e4eHUsA
YpoIUmMuUAaza, KOmopwvle 0CHamca nPeOMemom ROCHOAHHO20 UCC/1e006aAHUS YUEHBIX.

Knrouegvie cnosa. ypoaumuaz y Oemeil, MAapképvl, RHOAUMOPPUIM 2eHO8, PEUUOUB,
oucmemaodonuuecKkue HapyuieHus, Mo4eKameHHAs 00ne3nb, MemahuiaKmuKa, Haca1e0CmeeHHble
Hegponamuu
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v' Rezyume

Bolalarda uchraydigan urolitiaz asoratlarning tez rivojlanishi bilan progressiv kechishi
tavsiflanadi. Hozirgi vagtda dunyoning ko'plab mamlakatlarida uning polimorf gen variantlari
bilan urolitiaz assotsiatsiyasini va gaytalanishini izlashga garatilgan bir gator genetik tadgigotlar
olib borilmogda. Aynigsa, bolalar orasida urolitiaz bilan kasallanishning kuchayishi ushbu
kasallikning patogenezini, uning Klinik xususiyatlarini, gaytalanish tezligini va asoratlarini
chuqurrog o'rganishni talab giladi. Jahon amaliyotida bolalar kasalliklari, jumladan, siydik-tosh
kasalligining sabablari, xavf omillari, rivojlanish mexanizmlari, diagnostikasi va differensial
tashxisini o‘rganishga qaratilgan ilmiy tadgqiqotlarga alohida e’tibor qaratilmogda. Urolitiyozga
moyillikning genetik belgilarini o'rganish va jarrohlik davolash usullarini takomillashtirish alohida
ahamiyatga ega. Bu olimlarning doimiy izlanishlari mavzusi bo'lib golayotgan urolitiyozni erta
tashxislashni takomillashtirish va optimal jarrohlik davolash usullarini ishlab chigish muhimligini
ta'kidlaydi.

Kalit so'zlar: bolalarda urolitiaz, markerlar, gen polimorfizmi, gaytalashuvi, dismetabolik
kasalliklar, siydi-tosh kasalligi, metafilaktika, irsiy nefropatiyalar.
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v Resume

Urolithiasis in childhood is characterised by a progressive course with rapid development of
complications. Currently, a number of genetic studies are being conducted in many countries of the
world to search for associations of urolithiasis and its recurrences with polymorphic gene variants.
At present, the increasing incidence of urolithiasis, especially among children, necessitates a deeper
study of the pathogenesis of this disease, its clinical features, the frequency of recurrences and
complications. In world practice, special attention is paid to scientific research aimed at studying
the causes, risk factors, mechanisms of development, diagnosis and differential diagnosis of
paediatric diseases, including urolithiasis. Of particular importance are studies of genetic markers
of predisposition to urolithiasis and improvement of surgical methods of treatment. This emphasises
the importance of improving early diagnosis and developing optimal surgical methods for the
treatment of urolithiasis, which remain the subject of ongoing research by scientists.

Keywords: urolithiasis in children, markers, gene polymorphism, recurrence, dysmetabolic
disorders, urolithiasis, metaphylaxis, hereditary nephropathies

AKTyaJIbHOCTh
aboyieBaeMOCTh MOUYEKAMEHHOW OOJIE3HBIO Cpeld AECTCKOro HaceleHHUs Y30eKHCTaHa HMeEeT
3 TEHJCHINIO K pocTy. B mocnennue 5 ner exxeromno Beiasisiercs: 6omee 1000 HOBBIX ciydaes.
Pacnpocrpanénnocte MKB cpenm nereii cocraBmsier 2-5 %. Cpeam ManbuukoB 3a0oieBaHHe
BCTpeyvaeTcs vamie — 1:2 — 1:4, yem cpenu eBOYEK.
[Ipobnema mouekamenHow 6ome3an (MKDB) coxpaHseT cBOI akTyallbHOCTh BO BCEM mupe. [Ipuaém
BO MHOTHUX CTpaHax He6J'IaI'OHpI/I$ITHBIe OHACMHWYCCKHUE PETHOHBI M COLHAJIBHBIC YCJIIOBUSA GBITa
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NpeApacronaraloT K pocTy 3a00J€Ba€MOCTH U 3aCTaBIISIOT UCKAaTh HOBBIC MOIXOABI K TUAarHOCTHUKE U
nedennto MKbB. MouekamenHas 0one3Hp y AeTed sSBIsieTcs TSHKETBIM 3a00JIeBaHIEeM, TPEOYIOmUM B
OOJBLIMHCTBE CIy4aeB ONEpaTHUBHOTO JjieueHHs. (CTaTuCTUYECKHE AAHHBIE PANAa OTEYECTBEHHBIX U
3apyOeKHBIX aBTOPOB TOBOPSIT O TOM, YTO, HECMOTPSl Ha HEYKIOHHBIN (O€3yAep:KHBIA) POCT YucIiia
HOBBIX JINTOJIUTHYECKUX, AHTUOAKTEPHUAIBHBIX 1 XMMHUOIIPENIAPATOB, KOJIMYECTBO AETEH, CTPaAaOIINX
MKGB, 3a mocnenuee 15 - 20 et 3HAYUTEITHHO BO3POCIIO.

KamHeoOpa3oBanue moOyxaaeT Bpauedl mnpuberaTb K ONEpaTHBHBIM, B psAAE CiIydacB
HEOJHOKPAaTHBIM BMEIIATENbCTBAM, YTO CONPOBOXKIACTCS BBICOKMM YPOBHEM OCJIOKHEHHH U
PELUINBUPOBAHMS, U NPUBOOUT K OBICTPOMY CHIDKCHMIO (DYHKIIMOHAJBbHBIX IIOKa3aTesiedl IOYeK,
nHBaNuau3anuu gerei. [Ipobmema AeTcKoi WHBAIHMIHOCTH OCTAETCS UPE3BBIYAWHO aKTyadbHOW IS
BCEX IMBWIM30BAaHHBIX CTpPaH MHpA, SBISETCS HWHIUKATOPOM COCTOSHUSL 3[0POBbSI JIETCKOTO
Hacenenus [Pomanos I'.B., 2001; JIzepanos H.K., 2002; Jlucenok A.A., 2005; Cameron M.A., 2005;
Schwarz R.D., 2006].

B HacTosimmee Bpemsi BBIACTSAIOT JBE TPYHNbl (AKTOPOB pa3BUTHA MOYEKaMEHHOW OOJe3HH:
9K30TEHHBIE (IKOJIOTHUS, 00pa3 JKU3HU POAMTENEH, OTATOIEHHOCTh THHEKOJIOTHYECKOTO aHaMHe3a U
T.A.) W DHIOTCHHbIC (AaHOMAIMU CTPOCHHS OPraHOB MOYEBBLACIUTENBHOW CHCTEMbI, MO4YeBas
uHdekims, Metabonmueckue Hapymrenus u 1.4.) [Ali S.H., 2005; Cameron M.A., 2005; Lande M.B.,
2005]. D10 (akTophl, KOTOPHIC XOPOIIO U3yYeHbI U HE BBI3BIBAIOT COMHEHHUA. OIHAKO BaXKHO
OTMETHUTh, YTO MHOTHE MCCJICIOBATEIN B MOCIEIHUE TOJbl NPUXOIAT K BBIBOLY, YTO T€HETHYECKAs
NPEApAcIOIOKEHHOCTh K~ METAaOOJIMYeCKUM  HapyLICHWsAM,  CBS3aHHBIMH C  OOMEHOM
KaMHeoOpa3yIoUInX BEUIECTB, SBJSICTCS TIaBHOW JETEPMHUHAHTON pa3BUTHS MOYEKaMEHHOH OOJIe3HH,
B TO BPEMS KaK 3KOJIOTMYECKUE U AMETHYECKHE (PAKTOpBI, UIPArOIIUe Ba)KHYIO pPOJb B Pa3BUTUH
ypOJIUTHA3a Y B3POCIBIX, OCTAIOTCS He3HAUMTEIbHBIMU Yy Aeteit [Cameron M.A., 2005; Al-Elisa A.A.,
2002; Schwarz R.D., 2006; Guidelines 2007 edition].

Peanuzanust HacieACTBEHHOH NpenpacnoioKEeHHOCTH K YPOJIMTHA3y CBsi3aHA C TEHETUYECKH
00yCIIOBIEHHBIMH CTPYKTYPHBIMHU " (hyHKITMOHATHHBIMU 0COOCHHOCTSIMH oOMmeHa,
HEHPOryMOpabHON peryJIsiliiN, MECTHBIMH (PaKTOpPaMH.

B renernueckom katanore McKusick's On-Line Mendelian Inheritance in Man (OMIM) BeisiBneHO
6onee 30 cocTosiHUH, TPU KOTOPHIX YPOJIMTHA3 ABJSIETCS TIaBHBIM MPOSIBICHUEM MM BHOCHT BKJIA[
KaK CUMIITOM B OOILEM MPOSIBIIEHUH OOJIC3HU.

Bonesnu, compoBoxaaronpecss 00pa3oBaHHEM MOYEYHBIX KaMHEH, BapbUPYIOT OT PEIKUX, HO
XOPOIIO TOHATHBIX MOHOT€HHBIX 3a00JIeBaHUH, TAKUX KaK IMEPBUYHAS] TUIEPOKCATYpHS, 1O LIMPOKO
pacrpoCTpaHEeHHBIX, HO IUIOXO M3YyYEHHBIX 3a00NeBaHMH, TaKMX Kak CeMeiiHas HauonaTuveckas
THITEPKAIIBIITYPHSL.

Bce cocTosiHMST MOKHO pa3/ieluTh Ha HECKOJbKo rpymi. OfHa rpynma - 3TO COCTOSHHS, MPH
KOTOPbIX HACJEICTBEHHBIE JJIEMEHTHl OYEBHIHBI M TEHbl ObUIM KJIOHMPOBAHBI, MYyTalUU
UACHTH(QHULIUPOBAHBl U YCTAHOBJICHBI IPUYUHHBIE B3aUMOCBSI3U MEXAY T€HOTHIIOM U (eHOTHUIIOM (T.
kK. McK 102600, 220100, 259900, 260000, 278300, 308000, 311850). Bropas rpynma - cocTosHuS,
I7Ie HacJeJICTBEHHBIE NPOSABICHUS MPOCIEKUBAIOTCS, a TEHETMYECKHE OCHOBBI MPEAINONIaraloTcs 13
cemeitHocTH pacrpoctpanenus (T. k. McK 143870, 167030). Mmeetcs Tak xe rpynia MOHOTEHHBIX
3a00JIeBaHUI, HampuMep, ayTOCOMHBbIC, X-B3aUMOCBSI3aHHBIE, PELECCUBHBIE U JIOMUHAHTHBIE
cocrosiHusl. M3BeCTHO, 4TO TNpPH MOHOTEHHBIX 3a00JEBaHUSX OOpaszyercsi OOJBITMHCTBO THIIOB
MOUEBBIX KaMHEW, Kak Hampumep, kampimii okcamar (McK 259900, 260000), kanpiuii okcajar u
kanbius Gpocdat (McK 300009, 310468, 307800), moueBas kuciiora u apyrue myputsl (McK 102600,
232200, 278300, 308000, 311850), ructun (McK 220100, 600918).

OmnpenesneHne reHETHYECKOTo BKIIAa B YPOJIMUTHA3 3aTPYAHEHO €ro MHOTO(AKTOPHON MPHUPOJIOH.
Oco0eHHO 3TO TOATBEPKAACTCS pU 00pa30BaHUK KaMHEH MOJHOCTHIO MJIM YAaCTUYHO COCTOSIINX M3
KaJblsl OKcanara. J[OCTaTOYHO MHOTO MapaMeTpoOB, KOTOpPBIE BHOCST BKIQJ B KPHCTAIUTH3AIIUIO
KaJbllMsl OKcaJlaTa B IOYKAaX WJIM MOYEBOM TpaKTe, HalpHMep, BBICOKAas MOYeBas KOHLEHTPALIUS
OKcajlaTa KajblMs M MPOMOTOPOB KPHUCTAJUIM3ALMK (ypaTbl) M HHU3Kas KOHIEHTPALMsl MHTHOUTOPOB
Kpuctasmmmzanmu  (uuTpat, ypomoaymuH (McK 191845), ocreonmontun (McK 166490) wu
HeQpOKANBbIMH). BONBIIMHCTBO W3 JTUX HW3MEHEHWH JICTEPMHUHHUPOBAHO TEHETWYECKH WU
omnpenenseTcs GakTopaMu BHEIIHEH CpPe/Ibl.

OOMeH oOkcajaTa y 3I0pOBBIX JIoJIel xopomo cOamancupoBaH. Jlaxke mpw HOPMaTbHBIX
00CTOSITENBCTBAX MOYA SIBIISIETCS CYNEPCATyPUPOBAHHOW KalbIMsl OKCAIATOM M, COOTBETCTBEHHO,
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HeOONpIINEe W3MEHEHUS B OKCAaJlaTHOM TOMEOCTa3e TNPHUBOIAT K JAucOajsaHcy B  MOJB3Y
KpucTam3auuy. Eciau u3sMeHeHns: HOpManbHOro OOMeHa He3HauUTEIbHbIE MM Heclleu(pUIHbI, KaK
IIpY HEKOTOPBIX CeMENHBIX (hopMax ypoInTHa3a, HICTUHHbIE IPU3HAKU HACJIECACTBEHHOCTH MOT'YT OBITh
MacCKHPOBaHBI BIUSHHEM (DaKTOPOB BHEIIHEH Cpeabl, 3aTpyAHss (yHKIMOHATBHOE WM MO3UIUOHHOE
KJIOHUPOBAHUE.

IlepBuunas runepokcamypus Tt 1 (III'1) (McK 259900) »t0 ayrocoMHO-periecCHBHOE
HapylleHre MeTaboiu3Ma TIHOKCalaTa BBI3BAHHOE HEJOCTATOYHOCTHIO B MEYCHU MPOMEKYTOYHOTO
METa0O0IMYeCKOro (epMeHTa ajJaHWH-TIIMOKCHIAT aMHHOTpaHc(epaspl. OmmcaHa Tak Xe vacras
MyTalus, NPUBOASILIAS HE K CHIDKCHMIO AKTHBHOCTH, @ K CHIDKCHHIO KOMIIAPTMEHTAIM3aLUU
¢depmenTa (B MHTOXOHIpHUAX BMecTo mepokcucoM) G630A. MHOXeCTBO Ipyrux crenuGuIHBIX
myTanmid 010 uaeHtTuduuuposano (Glyl70Arg, Prol1Lleu) n ux mupokoe pasHoOOpazue N3MEHHIIO
acCIleKThl KIWHUYIeCKUX moaxonoB K III'1, ocoOGeHHO - K TpeHaTabHON AuarHocTuke. KimHudeckn
[II'l xapakTepu3yercsl MOBBIIIEHUEM YPOBHSA HKCKPELUM OKcajlaTa W TJMKOJIAaTa M XPOHUYECKUM
HAKOIJICHWEM KalbLUs OKcajaTa B MOYEBOM TpakTe (ypoiduThas u HedpoiuTHa3) WM MOYCUHOH
napeaxume (HepokanbimHo3). I[II'l oYeHp TeTepOreHHOE COCTOSIHHE Ha KIMHHUYECKOM U
MonekyisapHbIX ypoBHsX (C.B. [Tammk, JI.C. Ipuxoguaa u ap. 2011). Ha ximmandeckom yposae 1171 -
ecTbh 3a00JIeBaHUE MOYEK, HO Ha MOJIEKYJISIPHOM YPOBHE - 9TO 3a00JIeBaHIE NIEUCHH.

Knunanveckuit ¢peHoTrn 0one3Hu KpaiiHe rereporeHeH. HekoTopble aBTOpBI BBIICISIN B JaHHOM
3a00JI€BaHUN HEOHATAJIbHBIC, JACTCKHE M B3pocible (OPMbI, NPEACTABIAIOIIME HAa CaMOM Jielie
KOHTUHYYM pa3JIMYalOLIMXCs M0 CPOKaM U TSDKECTH MaHH(ecTaluuu KIMHUYECKUX (DEHOTHUIIOB.
Bospact Havana 0OJI€3HM IIMPOKO BapbHpPyeT - OT 1-TO rojia >KU3HU JIO 7-TO JACCATUICTHSA, B
OOJBIIMHCTBE CITy4aeB - 0 5 yeT. Y OONBIIMHCTBA MAIEHTOB 3a0o0lieBaHUEe MaHH(ecTUpyeT JIr0o
MOYEYHON KOJHMKOW, IMOO0 acCHMIITOMATHYECKOH BEIpAXEHHONH Tremarypuel, pa3BHUBaIOIIEHCS
BCJICJICTBHE OKcajlaTHOTO YyponuTHasza. [locrmeanuii Hapsay ¢ HeQpOKalbLIMHO30M HEYKIOHHO
MIPOrPeCcCUpyeT, MPUBOJISA K Pa3BUTHIO MOYEYHON HEJOCTATOYHOCTH, KOTOPAasi IEPEXOAUT B YPEMUIO U
BeAET K JjeranpHOoMy wucxomy B mepuox 1o 20 ser y 80% OonpHbix. BenenctBue mnodeuHo#
HEJOCTaTOYHOCTH KaJIbLIMH OKcallaT MOXKET HaKalJIMBaThCsl IOYTH BO BCEX TKAaHIX OpraHU3Ma
(cucremnsIii okcano3). Haubonee s3peKTHBHBIM METOZIOM Kay3aJIbHOW TEpanuH SIBISETCS MepecaaKa
[ICUYEHH, KOTOPYIO, KaK IPABHJIO, COUYETAIOT C IEepPecagKoid IOYKH, 3aMmelas OHMOXMMHYECKH U
naTo(U3N0IOTHIYECKU Ae(eKTHBIE OpraHsl OJHOBpeMEeHHO. B Meannuue HakomieH onbIT Oonee 100
COUYETaHHBIX TPaHCIUIAaHTAUMK NedeHn u noyek no nosoxdy I1I'1. Yactuuynas TpaHcaHTauus MeYeHH
KJIMHAYeCKU He 3¢ dexTrBHa. M3011poBaHHast TpaHCIUIAHTALUS [TOYEK CHOCOOCTBYET YJIYUIICHHUIO Ha
KOPOTKOE BpeMsI M INPH HOPMAaJbHBIX YCIOBHAX HE SIBISICTCS METOJIOM JICUCHHUS] HA JUIMTEJIbHBIN
nepuoJ], MOTOMY 4YTO He yOupaeT mpuuuHy 3aboneBanus. Koppekius merabonn3ma MakcUMallbHA,
eClIi Tepecajika TICUYeHH TpeanpuHsATa JJ0 (OPMHUPOBAHUS TEPMUHAIBHOH CTaJUM TMOYCUHOH
HEIOCTaTOYHOCTH, TaK YTO IEPECagKd IOYKM MOXKHO H30exaTh. JlueTapHble OrpaHWveHUs U
OKcajiata, U KaJblus He 3 (EKTUBHBL. Y HEKOTOPHIX OOJBbHBIX Ha3HaueHHE (PapMaKoIOTHYECKUX J03
MUPUIOKCHHA, KOo(aKkTopa BceX aMHHOTpaHc(epas MPUBOIMIO K CHIDKCHHIO DKCKPEIUH OKcamara. B
nuTeparype 00Cyx)naeTcs BO3SMOXKHOCTh T'€HOTepanuy 1aHHOTo 3a00JIeBaHusl.

[epuunas runepokcanypus tun 2 (I112) (McK260000) panee 6puta B omHoi kareropum ¢ 1111,
MOTOMY YTO UMEET MHOTO 00mux cuMnToMoB. [1I"2 umeer ciabee BoIpakeHHbIC CUMITOMBI, ueMm 1171,
TE€M HEe MEHee HEKOTOphIE MalMEHTHl IOCTUTal0T KOHEYHOW CTaauy Mo4YeqHoil HepocTarouHocTh. Kak
u I1I'1 [II"2 ecTh ayTOCOMHO-penieccHBHOE 3a00JIeBaHUE, HO TOJIBKO HAa OMOXUMHYECKOM YPOBHE.

[I"2 BBI3BIBaETCS HENOCTATKOM MPOMEKYTOYHOTO (PepMEHTa IITHOKCHIATPEYKTa3bl. Y deloBeKa
TIMOKCUIIATpelyKTa3a CHOCOOCTBYET IMPEBpAIleHUI0 TIIHOKCWiIaTa B rimkoiar. Ilpm HemocraTke
TJIMOKCUJIATPEAYKTa3bl OOJNbIIE TTTMOKCHIIaTa MOKET MEeTaOOJM3MpOBAThCS B OKcajar. | mokcuiar,
Oyayun peakTHBHOW MOJIEKYJIOW, TOKCHYEH AJISl TKaHEH, BBI3bIBAas M3MEHEHHs pAga (epMEHTHBIX
cucteM. [ TuKonaT, HAIPOTHB, BEIPAXKEHHBIM TOKCHYECKHUM JEHICTBHEM He 00JagaeT.

MeTtoapl Kay3aJlbHOW Tepanmuu BKIIOYAIOT TEMOAMANN3 W TEPUTOHEANbHBIA Iuanu3 (MeHee
s¢pdextuBHo) (Bushinsky D.A., Kirn M, 1994).

X-cueruteHHbIit penieccuBHbIl HedponmuTnaz (McK 310468), bonesnnr [lenra (Dent's Disease)
(McK 300009), u Bo3moxno, Tun III runodocdaremuueckoro paxuta (McK 307800) sistroTcs
AIJIeTbHBIMU BapUaHTaMH X-CLEIIEHHOTO TyOYJIIpHOTO MTOYEYHOTO HapyIlIeHus,
XapaKTEePHU3yIOMIeToCsl  NpOoTeuHypueld  (HU3KOMOJCKYJSIPHBIN  O€NOK),  THUIepKaJIbIInypueH,
HePPOKAIBIIMHO30M, HE(HPOINTHA30M U MIOUYEYHOW HEJOCTATOYHOCTHIO. [I0YeUHbIe IETO3UTHI COCTOST
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n3 Kanbius pocdara u KanpLus okcanara. HakomyieHHbIe JaHHBIE MTOKA3bIBAIOT, YTO X-CLHEIUICHHBIN
HedponuTras, 6one3np Jenrta u tun Il runodocdaremMudeckoro paxura BBI3BIBAIOTCS MyTalned B
CLCNS rene Xp11.22 (McK 300008).

Luctunypus (McK 220100) HacnencrBenHoe 3a0ojieBaHHE MOYEK MPHU KOTOPOM MOBBIIIACTCS
MOueBas OKCKpelus UWCTWHA, JHU3WHA, AapTWHWHA W OpHUTHHA. LlMCTWH sABISETCS TUIOXO
PacTBOPHUMBIM, U MTO3TOMY JIETKO 00pa3yroTCs MOYEBble KOHKpeMEeHTHI. C TeHEeTHYECKOM TOUKH 3peHUs
MUCTUHYPUSL 3TO TeTeporeHHoe 3alonieBaHue, UMeronmiee TpH BapuaHta. LluctuHypus tun |1
oOycnosnena myrtamued B CSNUI rene B 2q16.3 xpomocome, pe3yabTaToM KOTOPOHW SIBISIETCS
CHIDKEHHE Pe30pOIUH NUCTHHA W IPYTHUX aMHUHOKHCIOT. L{uCcTHHYpHS THO 2 W MUCTHHYpUS THI 3
BBI3BIBAIOTCS] MyTaIlMSIMH TTOKA €€ He TOYHO OINPENEeIEHHBIX T€HOB, PACIIOJIOXKEHHBIX B XPOMOCOME
19913.1.

Hacnencreennsiit pakTop pa3BUTHA ypoiauTHAa3a Bce OoJiee MIMPOKO 0OCYKAaeTCsl B COBPEMEHHOI
mutepatype. CeMelHBI aHaMHe3 3a0oJeBaHUs IpociexuBaeTcs B 46—83% ciaydaeB W HamMeHee
BEIpaXXCH B eBpomneickux crpanax (12-33% wHaOmrojcHMIi); Yy CEBEPOAMEPHUKAHCKHX JIETEH 3TOT
MoKa3aTeNib cocTaBiseT 33—69%, HauOoblas yacToTa HaOMIOMacTCs y AeTed u3 cTpaH Asuu (10
83%). J[lokazaHa ponb TEHETHYECKUX (PAKTOpPOB B PAa3BUTUU IOJUIECHHO HAcJeIyeMBIX
MeMOpaHOMAaTHH, BPOKACHHBIX W MPUOOPETEHHBIX SH3UMONATUH, TyOylIomaTuii u MeTabOIMYECKUX
HeQpOMaTHii, a TaKKe HEKOTOPHIX MOHOTEHHBIX ()OPM HapYIICHUH 0OOMEHa JIMTOreHHBIX BEIIECTB [4,
5,9, 27, 34, 35, 38].

CocTosiHHUE 3IIOpOBBS POAMTENEH, TeUeHHE OEPEeMEHHOCTH W IMOCTHATAILHOTO TIEPHOJIA TaKXKe
TpeOyeT BHHMAaHHs, MOCKOJIbKY 3aMEUEHO HMX BIMSHUE Ha POCT PACIPOCTPAHEHHOCTH aHOMATHH
CTPOCHHSI MOYEBBIICTUTENFHOW CHUCTeMBl y JeTeil. CoMaTHUecKoe M IICHXHYECKOE COCTOSHUE
3I0pPOBbSI OKa3bIBa€T CYIIECTBEHHOE BIMSIHHE HA COCTOSHHE PENPOMYKTUBHOTO MOTEHIHANA
B3pOCIIOTO 3[I0POBBS HaceseHus. JJnHamMuka 3a00J1eBaeMOCTH PAa3TUYHBIX TPYII HACEICHUS B MIEPUOT
NPOXOIAIIMX B Hallel crpaHe pedopM MMeeT HeOnaronpusTHeIe TeHAeHIMU. HecMoTpst Ha TO, 4TO
oOmras 3aboneBaeMocTh B mocieqaue Troabl (1991-1999 r.) B menom Beipocna tombko Ha 10,5%,
3HAYUTENFHO YBEJIIMYMIACH OISl 3a00JIeBaHU C XPOHUYECKUM W PEHUAMBHUPYIOIIAM TCUEHHEM,
W3MEHHJIACh CTPYKTYypa 3a00JIeBaeMOCTH B3POCIIOrO HacelleHHs (BO3pociia Jojst Ooyie3HEel CHCTeMbl
KpOBOOOpaIeHus, HEpBHOW CHCTEMBI, MOUYEIIOJIOBBIX OPTaHOB.

HecMoTtpsi Ha MHOXKECTBO TOIMYIISIIMOHHBIX MOJEKYJSPHO-TEHETHYECKUX UCCIIEIOBAaHUI BCe ere
HEJO0CTaTOYHO M3y4YeHbl MoJIeKymIspHo-TeHeTndeckne Mapkepsl MKb y nereit. Taxxe HemocTarouHo
M3YYeHBI BOITPOCHI BRIOOPA TUETOTEPAITNH, a TaKKe IPPEKTUBHOCTH JUETOTEPAITHU B 3aBUCHMOCTH OT
T€HEeTHYECKOTO cTaryca OombHOTro. Takke HEeZOCTAaTOYHO HM3Y4YeHBI (hapMaKOT€HETHYECKHE aCTIeKTHI
ypONUTHA3a, TaKue KaK BHIOOP (DapMaKOJIOTHYECKUX IMPErnapaToB JJisi KOHCEPBATUBHOTO JICYCHUS U
metadpmiaktikn MKB B 3aBUCHMOCTH OT TI'€HETHYECKH OOYCIIOBJIIEHHBIX (DYHKIIMOHATBHBIX
0CcOOeHHOCTEN 0OMeHa.

B cBsi3u ¢ 3THM aKTyallbHBIM MIPEJICTABISETCS U3yUSHHE paclpeie]ICHUS TeHOTUTIOB TOTUMOP(HHBIX
MapKepoB T'€HOB pelenTopa BuTamMuHa [l, YPOKHHA3bl, UHTEpJICHKHHA-10eTTa, ¥ JeTel y30eKCKOMH
nomyssiiiua ¢ MKbB u neteit 6e3 MKbB. I Ha ocHOBe JaHHBIX T€HETHYECKOTO W OMOXMMHYECKOTO
TECTUPOBAHUSI OLIEHUTH PA3IUIHSA B COCTOSHIH (PochopHO-KaTbIIMEBOr0, 0OMEHa, OKcallaTa, MOYeBOU
KHCJIOTHI U IPYTHX BenlecTB B rpyme 6onsHbIXx MKB.

Penentopst Butamuna D koaupyrorcs reHom VDR. JIns rena VDR xapakTepeH reHeTHUYecKui
MoMMMOP(GU3M, T.€. BBIABIECHO CYIIECTBOBAaHWE Pa3IUYHBIX aUIeIbHBIX BapHUAaHTOB 3TOTO0 TEHA B
nonynsiuyd. Hawbonee 3HaunMmbiME mojuMopduszmamu reHa VDR, ydacTByronwMu B pa3BUTHH
yKa3aHHbIX 3a0oneBanuii, Obim: Bsm I, Fok I, Taq I [3, 27]. C Toro MmoMeHTa Kak Biaeniiu red VDR
[6], B HECKONBPKHX T€HETHUYECKUX UCCIIEAOBAaHUAX OblJIa YCTAHOBJICHA CBA3b MosuMop¢uima rena VDR
C TakuMH 3a00JIeBaHUSAMH, KaK OCTEOINOpO3, YpPOJIHUTHA3, THIEPIApaTHPEO3, IICOpPHa3, CHUHAPOM
pa3paxeHHOW TOJICTOM KHuIIKH, TyOepkyne3, XIIH, modeuHodl ocreomucTpodueit, OmyxojaeBbIMU
3a00JIeBaHUAMU, 3200JIEBaHUSIMU ITAPOJIOHTA, a Takxke paznuanbivu CC3 [20, 21, 26, 27].

Pacnpoctpanennocts nonumopdusma reaa VDR nmeer pacoBo-stHryeckue pasnuuusi. Hanpumep,
BB renorun nonmumopduoro mapkepa Bsm I rena VDR umeror 15-25% amepukanies, eBporieiiies u
aBcTpanuiiies; B oiindne ot HerpoB — 0-13% u asuaros — 1-3% [17, 32].

IL-1 - HUTOKMH C IUPOKUM JUANa30HOM OHOIOTHYECKUX U PU3HOIOTHIECKUX AP PEKTOB, BKIIOUAS
reHepaIUIo JTUXOPAJKH, CHHTE3 MPOCTArJIaHANHOB, akTHBaluio T-1uM@onuToB u npoaykiuio [L-2. B
cemeiicto IL-1 npunsTo Brirouars IL-1a, IL-1b, perenropubiit antaronuct IL-1 (IL-Ra), perentopsr
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IL-IR u IL-18. D10 cemeiicTBO - uleH cymep CeMEeHCTBa, B KOTOpPOE TaKKe BXOIIT TEHBI,
CBSI3BIBAIONIMX TemapuH pocToBeIX (akTtopoB (HBGF), wuarnbmropoB Ttpumncuaa (STI) u
ructakTopminHa. Bece oHM mMEOT momoOHbIe CTPYKTypHI, cemeiictBa reHoB IL-1 1 HBGF umeror
npuOIM3UTEeNbHO 25%-HOe CXOJCTBO TOCieqoBarenbHOCTH, ¢ (aktopamu STI oOriero MeHsiie.
ITomobue mocnexoBaTeNbHOCTH B Mpeeiax mojceMeicTs, koaupyromux 1L-1a u IL-1b, moctaTouno
BBICOKO - pubnusutenso 70 %, HO Mexay moiceMeiicTBaMHM CXOAcTBa MeHblie: Ha ypoBHe JITHK
creneHb romonioruu Mesxxy IL-1a u IL-1b cocrasusier 45 %, Toraa kak Ha aMHUHOKUCIIOTHOM YPOBHE -
TOJIbKO 26 %. [Iporeccuar QyHKIMOHATBHO HEaKTUBHOTO Oenka-npeamectsennrka 1L-1b (31 k/la) B
aktuBHYIO (opmy (17 xlla) ocymecTBiseTcss BBICOKOCHEIU(PUIHON ITUCTENHOBOH MPOTEa3oil u3
cemeiicTBa Kacmas - kKacna3oii-1. [Ipyroe Ha3Banme storo ¢epmenta - IL-1 Oera-koHBepTasza, B
3apyOeKHBIX UCTOYHHUKAX OOImenpuHsaThiM sBisetcs obosnauenue ICE (interleukin-1 beta converting
enzyme). Hanportus, IL-1a cunte3upyetcs cpasy B akTuBHO# (opme. buonorunueckue s dextsr IL-1b
peam3yIoTcsl Tocje CB3bIBaHHA cO crenududeckuMm memOpanHbiM perentopoMm IL-1RI. IL-1Ra
TAaK)K€ MOXET CBS3BIBATHCS C ATUM penentopoM, Omokupys sddexrsr IL-1. Penenrop IL-1RII
ABJISIETCSl peleNITOPOM-TIOBYIIKOM 1 BMecTe ¢ IL-1Ra BrimonHsieT QyHKIMH MOJaBIeHUS aKTUBHOCTH
IL-1b. Ha ocHoBaHWM aHamm3a CTPYKTYpPHl TEHOB BBICKAa3aHO IpenmnoiiokeHue, uro reH IL1B
npomsomren u3 rera IL1A nyrem aymnukanuun JJHK B pesymnbraTe 0OpaTHOH TpaHCKPHUIIIUK OKOJIO
350 mun net Hazaz. [Ipu cpaBHeHHM mocieoBaTenbHOCTeN 3THX TeHoB U reHa IL1RN, konupytomiero
IL-1Ra, Bo3Hukia rumote3a, 4ro reH IL1RN oOpasoBan myOnmmpoBaHMEM TeHa-TPEIIeCTBEHHUKA
npexze, ueM o0pa3oBaiuch rensl, kogupytommue IL-1a u IL-1b. I'ensr cemeiictBa IL-1 nokann3oBaHb
Ha 2-i xpomocome. [Ipw u3y4yeHHMH CTPYKTYpbl 3THX TEHOB OBUIO BBISICHEHO, YTO YHUCIO U
pacrpeneneHie 3K30HOB CBUAETEIILCTBYET O IOPA3UTEIbHON KOHCEPBATUBHOCTH UX CTPYKTYpHOH
opraam3ammd. ['ed IL1A conepxut 7 5k30HOB u 6 uHTpoHOB. I'en IL1B coxepxur 22 sk3o0Ha, 20 u3
KOTOpBIX ajJbTepHATUBHBIE (T. €. MMEIOT CTPYKTYPHBIE BapHaHTHl) U 9 HHTPOHOB, U3 KOTOPBIX
anbrepHaTHBHBIX §. O0a reHa MMEIOT HETpaHCIUpyeMble 00acTi Ha 3 U 5 KoHIax. bonee Toro, ams
HUX XapakTepHa BBICOKASl CTENECHb TIOMOJIOTMM WHTPOHHBIX MOCJIENOBAaTENBHOCTEH, YTO, Kak
MIPEJINOJIaraeTcsi, UrpaeT BaXKHYIO PETryIATOPHYIO pOJib B 3KCIPECCHM 3THX TeHOB. Tak, Hampumep,
UHTPOH 5 COJEPXHUT IOCIENI0BaTeNbHOCTh, "UyBCTBUTEIbHYIO" K JEMCTBHIO TIIOKOKOPTHKOHJIOB,
KOTOpBIE SIBISIFOTCSI OJHUMH W3 CaMBIX MOIMHBIX HWHTHOWTOpoB TpaHckpumimm IL-1. C apyroit
CTOPOHBI, B peryistopHoii obmactu rena IL1B comepikutcs mocnemoBarenbrocts TATA-boX,
XapakTepHas JJisi MHOTUX HHIYIUOenbpHbIX OenkoB. OnHako ee HeT y reHa IL1A [5, 13, 50].
PaBHOBecue Mexay NpOIYKIUEH, SKcIpeccueil m WHruOuIme cuHTe3a OenkoB cemeiictBa 1L-1
UIpaeT OJHYy U3 KIIIOUEBBIX POJIeH B Pa3BUTHHM, PETYJSILIHMU U UCXOJAE BOCIAIMTENBHOTO mpouecca [7].
Jlo BBISIBJICHUSI acCOLMALM TMOBBIICHHON BbIpaboTku IL-1 ¢ ompesieseHHBIMU auICIsIMH OBLIO
W3BECTHO, YTO HEKOTOPBIE JIIOJM MPOU3BOAAT Oojiee Bbicokue ypoBHHU IL-1. [Ipuuem CKIOHHOCTH K
0oJiee BBICOKOW BBIPAOOTKE ATOTO LIUTOKMHA, BBISBICHHAS B IIEPBOM HCCIICIOBAHUH, COXPAHACTCS U B
Oonee MO3MHMX M3MEPEHMSX, & TaKKEe HMEET TEHACHLIUIO IIepelaBaTbCsi II0 HAcJeICTBY.
HccnenoBanus mocieqHUX JIET MOKa3aliH, YTO 332 M3MEHEHHBIH XapaKTep SKCIPECCHU U MPOTYKIUH
COOTBETCTBYIOIIMX OCJIKOB OTBETCTBEHHBI HEKOTOPBIE ajlIeJIbHBIE acCOLMaIy reHoB cemeiicTBa IL-1.
Amenp rera IL1A, Hecymuii TodedHyr0 3aMeHy B oOjactd mpomortopa B mosunuu (-889),
aCCOITMUPYETCSl C TMOBBINIEHHOW mpoaykmuei storo murokuHa [20, 22]. B rene IL18 BoIsBICHBI
3aMeHbl HYKJICOTHI0B B moszunusax (-656, -607, -137, +113 u +127). AHanu3 TPaHCKPHUIILIMOHHON
AKTUBHOCTH BBISIBHJI, YTO (DyHKLIMOHANBHYIO 3HAYMMOCTb UMEIOT 3aMeHbl B mo3uiusx (-137)GRC u (-
607)CRA, T. k. OHH CBsI3aHBI C O0JIee HU3KOW mpoaykmuen Oenka [18]. Yare BcTpedaromumiics amieinb
rena ILIRN*1 comepkut yetbipe TaHIeMHbIX ToBTOpa mo 86 m.o. (VNTR — variable number tandem
repeat), HanOoJyiee 3HaYMMBIM M3 MYTAHTHBIX BapHaHTOB sBisieTca avtensb ILIRN*2, necymmii nBa
MIOBTOpA, OCTAJIbHBIE BapUaHTHI 3TOTO reHa (3, 5 u 6 moBTOpOB) BeTpeuatoTes penko. HocurenscTBo
ammenst IL1RN*2 cBsizaHo ¢ TOBBIIEHHBIM YpoBHEM 1mpKymupytomero IL-1Ra u  ypoBHEM
skcripeccud MpHK B xone BocmanieHus [23, 54]. BbIsiBIEH psii TOYEYHBIX MAapKEPOB BBICOKO
npoaynupytoiero Bapuanrta rea [L1B, nacnenyembix darie Bremieno (+3953, -3737, -1469, -999)
[22]. ¥ mur, TOMO- WM TETEPO3UTOTHBIX IO BRICOKO Tpoayrupytomiemy amienio IL1B(+3953)CRT,
MIPOIYITUPYETCS, COOTBETCTBEHHO, B 4 W 2 pa3za OoJbIliee KOJTUYIECTBO 3TOTO IMUTOKWHA, Y€M Y JIHII,
TOMO3HMTOTHBIX TI0 HE MyTaHTHOMY BapuaHty 3toro rena (IL1B*1) [37]. IlpucyrctBue B reHome
MOJISIPHBIX ~ COYEeTaHWH (3HAK «+t» —BapuWaHT TEHa TMPHUCYTCTBYET, 3HAK «-« — OTCYTCTBYET)
IL1B(+3953)+/ILIRN*2-, IL1B(+3953)-/ILIRN*2+ u COYETAaHHOTO HOCHTEIILCTBA
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IL1B(+3953)+/IL1RN*2+ MoKeT oka3bIBaTh CYIIECTBEHHOE BIIHMSIHUE HA COOTHOIIECHHE SKCIPECCHH U
INPOAYKIMU 3TUX OENKOB M SBJISTHCS OAHOM M3 IVIABHBIX MPUYMH AUCPETrYJSLUH BOCHAINTEIHLHOIO
oTBeTa [23].

[MpuunHamMu pa3HULBl B MPOAYKIMH MOTYT OBITh OOYCJIOBJICHHBIE MYyTalUMed HW3MEHEHHBIE:
CKOPOCTh TpaHCKpHMuH, cTabmibHOCTs MPHK nin xauecTBO M aKTHBHOCTD MPOAYIIUpPYyeMOro Oeika
[54]. Ommcanbl ABa OTHOCHUTENBHO YacTO BCTPEYAIOINIMXCS TaIlJIOTHIIA, ACCOIMHPOBAHHBIC C PSIOM
3a00JIeBaHUM, Tlle BapUaHTHI ajuiesiell TeHoB cemeiicTBa IL-1 mepenatoTcs yame BueruieHo (tabm. 1)
[37, 45, 53].

Takum o6pazoMm, amrens ILIRN*2 wame BcTpedaeTcs B acCOIUAlldd ¢  HOPMaIbHBIM
(am3konpoxaymupyromuM)  amtenem  IL1B*1  w  pemko  mpHCYTCTBYeT  COBMECTHO  C
BBICOKOTIpOAyLMpylomuM  amtenem — [L1B*2  (mapkep —oaHa M3 3aMeH  HYKJICOTHIOB,
NIePEYrCIICHHBIX BbIlIe). DEHOMEH TaKOTro HACIeNOBaHU OOBSICHAETCS TEM, YTO 3TH BapUAHTbI I€HOB,
PAcIONIOKEHHBIX OJIM3KO ApPyr K JApYyry, HAcIEAyHTCs, Kak MpaBWjO, BLEIUIEHO. Y JIMII,
TeTepO3UTOTHHIX MO 3THM TeHaM, oJHa u3 XpomocoMm HeceT ramiotun IL1B*1/IL1IRN*2, Bropas —
IL1B*2/IL1RN*1, B pesynbsrare aaBas couetanue «1/2»IL1B + «1/2»IL1RN. Ouens penko (1-2 %
nomynanuu) BeTpedaercs ramrotun [L1B*2/IL1RN*2, koTopbli, IO BCE BHIWMOCTH, SBISETCS
pe3ynbTaTOM MEHOTHYECKOH PEeKOMOMHAIIMK HA yYacTKe XPOMOCOMBI, HECYIIEH 3T MyTanuu [2, 54].
JlaHHBIE O HOCUTEILCTBE IBYX OAMHAKOBBIX ramotunoB IL1B*2/IL1RN*2 (coueranue «2/2»IL1B +
«2/2»IL1RN) B nmreparype OTCYTCTBYIOT. B Hammx wuccrnefoBanusx (n = 600) HE BCTpedaTuCh
NPOILEALINE TeHOTUIIMPOBAHUE B3POCIIbIE MALMEHTH! U JOHOPHI, SIBISIOIINECS HOCUTEISIMI COUETaHUI
«@2/2»IL1B  + «2/2»IL1RN. Coueranne TtenoB «2/2»IL1B + «1/2»IL1RN (rammotuns
IL1B*2/IL1RN*2 u IL1B*2/IL1RN*1) cpemu OONBHBIX M JOHOPOB TAaKKe€ HE BBIBIUIOCH [2, 3].
OpnHaKko, COTJIACHO CTAaTHCTHYECKHM IOJICYEeTaM, MCXOJs M3 BCTpedaeMocTH ramotumnos IL1B*2 +
ILIRN*1 u ILIB*1 + IL1RN*2 (30-50 %), oxumaemass 4acToTa COBMECTHOTO HOCHTEIbCTBA
rammotunio IL1B*2 + ILIRN*2 wu IL1B*2 + IL1RN*1 cocraBmser okono 2-2,5%, a aByx
ramotunoB IL1B*2 + IL1RN*2 — 0,5 %. Mcxoas u3 4acTOThl TeTepO3UroTHBIX BapuaHToB 1/2 (30-
50 %), uncno romo3urot no amwiensm 1 u 2 («1/1» u «2/2») He AOIKHO 3HAYUTEIHHO Pa3IHyaThCs.
OpHako cpeau JOHOPOB TOMO3UTOTHBIE BapuaHThl mo amiteiasiM | renoB ILIB u ILIRN («1/1»)
BcTpeyarorcsi B 5-10 pa3 gamie, yeM TOMO3UTOTHBIE 110 BBICOKO NMPOAYLMPYIOIIMM BapHaHTaM TEHbI
(«2/2») (tabmn. 2). Bo3MOXXHO, HOCHTENIM YKa3aHHBIX COYETAaHWH, B CBSI3U C MX PEAKOW YaCTOTOM
BCTPEYaEeMOCTH, HE IOMald B YWCIO JIMI, NPOIIEANIMX TeHOTHUNHpPOBaHWE. TeM He MeHee, 3TH
MIOJIOKEHUS TO3BOJISIIOT BBICKA3aTh TMIIOTE3y, YTO COYETAHHE TallIOTHIIOB, HE OOHApPY>KEHHBIX NPH
TeHOTUIIUPOBAHUH, MOXKET OBITh HEONaronpusATHBIM JUIl DPa3BUTUS OEPEMEHHOCTH BCIEICTBHE
BBIPQKEHHON JIMCPETYJISIIMK  BOCIIAJHMTENBHOTO OTBETa NPU BHYTPUMATOYHON WHQPEKIMH WU
JNMMUHHUPOBaTbCS B JETCKOM Bo3pacTe. BceieacTBue 3TOro, COBMECTHOE HOCHUTEILCTBO
BeICOKOTpoaypyromux — amwtenedt  [L1B(+3953) wu  IL1IRN*2 (pemkwii ramioTwIl) cKopee
3IIMMHHUPYETCS, TO3TOMY (DYHKIHMOHAJIbHAs MyTalHs B OJHOM M3 3THX I'€HOB yallle BCTpedaeTcs B
COYETaHUM C HE MYTAaHTHBIM ajjiesieM Jipyroro u3 HuUX. OJHAKO 3TOT BOMpOC TpeOyeT aaabHEeHIIero
MIPOSICHEHUS.

3akiloueHue

MonexkynspHO-TEHETHUECKUH CIOCcOO MPOTHO3MPOBAHMS BO3HMKHOBEHHUS ypOJMTHA3a IMO3BOJISET
BBISIBIISITH TIPEAPACIIONIOKEHHOCTh K 3a00JICBaHUIO B JIFOOOM BO3pacTe, MPAaKTHYECKH C POXKIACHUS
YCJIOBCKA, TaK KaK I'€HOTUII KOHKPETHOTO MHAMWBHUIAA HC MCHACTCA B TCUCHHC >XU3HU. KpOMe TOTO,
MIPEAPACIIOIOKEHHOCTh K 3a00JI€BaHHIO0 MOXKET OBITh YCTAaHOBJICHA C TIOMOIIBIO YKA3aHHOTO CITOCo0a
MIPH OTCYTCTBUH KaKUX-THOO KIMHUYECKUX UM OMOXUMHUYECKHUX MPOSBICHUH, T. €. HA CAMOM paHHEM
JMIOKJIMHWYECKOM 3Tale pa3BUTHA mnaronorud. UYto dYem paHblie OyAeT BBISBICHO HAIU4He
FEHETHYECKOTO0 MapKepa, TEeM HaJIe)KHEe U CBOCBPEMEHHEE OKaXYTCS MEPONPHUATHS [0
MPeIyTPEXISHUIO 3a00JICBaHNS.

B cnyuasx yxe umeromerocs 3aboneBanuss MKDB, uccrnegoBaHue accommanuy MOJEKYISPHO-
FEHETHYECKUX MAapKEPOB C PEHHUIUBUPYIOINIMMH (OpMaMH ypOJIMTHA3a, a TaKKe YCTaHOBJICHUE
(apMaKOreHeTUYEeCKMX  B3aWMOZCHCTBUH  OymeT  crmocoOcTBoBaTh  Oojiee 3¢ GhEKTHBHOM
MOCIICONIePAIMOHHON MeTaIIaKTUKN ypoiuTHa3a. CHIbKeHUE 3a00JIeBaeMOCTH YPOIMTHA30M 32 CUET
paHHero 3¢ (EeKTUBHOTO BBIABICHHS IPEIPACIIOIIOKEHHOCTH K HEMy, a Takke Ooiyiee 3(PpPpeKTHBHOU
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MOCIICOTIEPAIIMOHHON  MeTa(MIaKTUKN YpOJIUTHA3a IMPHUBEACT K 3HAYUTEIHLHOMY COKPAIICHHIO
MaTepUaTbHBIX 3aTPaT Ha OPTaHU3AIUIO M MIPOBEEHIE JeUeOHBIX MEPOTIPUATHH.
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