OBb30OPbl AUTEPATYPbI

© Henamosa M.C., 2012
M.C. UrnamoBa

CAKUT-CUHAPOM V AETEM

OTpeneHNe HAaCAEACTBEHHEBIX U IPHOOPETEeHHBIX O0Ae3Hel IToYeK
OTBY « MHUU nepnaTpum U AeTCKOM XUPYprum» MuHsapasconpassutus Poccun, Mocksa

Cakut-cunapom — BposkaeHHAsT aHOMAJIUA OTJHOBPEMEHHO ITOYEeK M MOYEBOT0 TPAKTA IPUBJIEKAET BHUMA-
HHe He(pOoIoroB, yPOJIOTOB U TeHeTHKOB. B pa3IuyHbIX cTpaHaX faeTcs pa3Hasi YacTOTa yJIbTPA3BYKOBOTO
o0Hapy'KeHHs aHTEHATAJHHO Pa3BHBAIOUIENCS NMATOJOTMHU Yy JeTeil, KaKk B IepHoJe HOBOPOIKIEHHOCTH,
Tak 1 B 6oJIee crapiieM Bo3pacTe, BILIOTh A0 BHIABJIEHHS y B3POCIbIX dioaeii. IIpoBoadaTcs reHeTuuecKue
HMCCJIeTOBAHNA JJIA OOHAPYKeHH s MyTaI[U¥ I'eHa, IOBUHHOTO B Pa3BUTUH YKa3aHHOM BPOSKIeHHON aHOMA-
auu. HanGoree BepoATHBIM B HACTOAIIEe BpeMs CUUTAETCA coueTaHue myramuu renos PAX2 u EMX2.

Knrouesvie cnosa: spoxcdennsie anomaruu, CAKUT, mymayuu zenos PAX2 u EMX2.

CAKUT - congenital anomalies of kidney and urinary tract — is under the attention of both nephrologists
and urologists and genetics. Different countries give different frequency of US-diagnosis of this antena-
tal pathology, both in neonatal period and in elder children and even in adults. Genetic researches try to
detect gene mutation responsible for development of this congenital anomaly. Most possible reason of it

is combination of PAX2 and EMX2 gene mutations.
Key words: congenital malformations, CAKUT, gene mutations PAX2 and EMX2.

OpHOM W3 BasKHeUINUX mnpobsieM He(POJOTUU
IeTCKOr0 BO3pacTa SABJAETCS PaHHSAA IUATrHOCTH-
Ka HacJeICTBEHHBIX He(POIATH# W CTPYKTYPHOTO
nussmbOpuorenesa mouek [1, 2]. Hapyirenue ante-
HaTaJbHOTO DPAa3BUTUA IIOYEK HEPeaKO COUYeTaeTcs
C MOPOKaMHU DPAa3BUTHUA HUKHUX MOUEBBIX IIyTeii.
Tepmun «Cakut» (B aHrI0a3bIYHON JauTepaType
— congenital anomalies kidney and urinary tract)
— HaJIu4Yue aHATOMUUYECKOI aHOMAaJIUU MOYEK U Moue-
BOTO TpakTa — IOABUJICA CPABHUTEJBHO HETABHO,
daxTUUeCcKU, KOTZa HA PAHHUX CPOKax OepeMeHHOC-
TU IIPU KCIOJH30BAHUU COHOTpaduu Havaau odpa-
IIaTh BHUMAaHNe Ha Pa3BUTHE TOTO UJIU NHOTO OpTaHa.
OngHaKO 0 BOBMOYKHOCTAX OJHOBPEMEHHOTO PA3BUTUA
BPOKIEHHOM aHOMAJUU IMOUYEK ¥ HMIKHUX MOUEBBIX
myTeli roBopuJoch B pykoBoacTBax A.fl. Ilvitena
u C.[. T'omuropckoro B cepeguHe IPOIILIOTO CTOJE-
Tus [3]. B 1990 r. B cmenuaiabHO BBIMYIIIEHHOM B
HLIO-PIOpRe Bronnerene MeaunmuHCKON akKageMUU
R. Brent u D.A. Beckman [4] cnemuajabHO aHam-
3WPOBAJIN POJIb TEPATOTEHOB Ha (DOPMUPOBAHUE Pa3-

Konmaxmnas ungopmayusn:

JIMYHBIX OPTraHOB pe6eHKAa B AaHTEHATAJIbHOM IIepPuo/e
ero pasButusda. OOpallleHrie BHUMAHUS Ha OIJHOBpE-
MEHHOe BPOXKJEeHHOe MOpaskeHue IIOYeK U OPraHOB
MOUYEBBIBEIeHUsI HauboJsiee SIPKO MPOSBJIAETCS IPU
ONHOBPEMEHHOM HAaOJIIoAeHUU 3a pebeHKoM HedpOo-
JIOTOM W ypoJioroM. B mocsiegHue ToAbl IPOBEIeHBI
HUCCIeIOBAaHUA COBMECTHO He(dPOJOraMud W YyPOJIO-
ramMu, KOTOpbIe MOJIKHBI OLITH IIPOAHATN3UPOBAHBI.
B sTOM KOHTEKCTe BasKHO IIPOCJIEAUTDH 38 KOMILIEKC-
HBIM oOcjemoBaHMEM M JeUeHHeM II0J00HOTO poma
IaToJIOTUMU, KoTOopoe ObL10 mpoBenero I'. A. Makogerr-
Ko u coaBT. [5]. B aToM mcciaemoBaHUU IIpeACTaB-
JeHbl maHHBIe 0 265 meTax B Bo3pacTe oT 1 Mec 10
17 neT ¢ OAHOBPEMEHHBIM HAJTUYKUEM BPOKIEHHOTO
ruapoHedpo3a M Merayperepa, HaOJMIOJaeMBLIMH Ha
npors:keraun 1999-2010 rr. s aux y 145 ¢ meraype-
TEPOM PETPOCIEKTUBHO MPOAHAIU3NPOBAHBI MCXOIBI
nartoJsioruu. IIpocrieKTUBHBIE HAOJIIOMEHUA BBITIOJTHE-
BBl Yy 120 meTreli paHHEro BO3pacTa TaKKe ¢ TUIPOHE-
(dposom u merayperepom. CBoeBpeMEHHOE YPOJIOTH-
YyecKoe BMEIIaTeJIbCTBO YMEHBIIUJIO UMCJIO CIyJaeB
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pasBuTUSa XpoHUUECKOoi Ooaesuu mouek (XBII), cyna
10 YPOBHIO CKOPOCTHU KJIYOOUKOBOI (DUILTPAIINNA.

B pyccrkom mepeBome ab6peBuatypa CAKUT
MOXKeT MMeTh Has3BaHWE — BPOKIEHHbIe aHOMAaJUU
mouyek 1 MoueBbIx mmyTeir (BAIIMII) [6]. Oguaxo Tep-
muH Cakut B HacTosIee BpemMs cunTaeTcsa Hanboee
yrnorpebumbiM. B Cakut-cuuapom BKJIOUaroTCsa pas-
JIMYHBIE AHOMAJIUY IIOYEK 1 OPTaHOB MOUEBLIBEJEHU S
9TO MOJKET ObITh areHe3us MOUYKU, TUIIO- U JUCIIIA3UA
MIOYeYHOI TKaHU, YIBOEHIE MOUYETOUHUKOB, N3MEHe-
HUSA B MOUEBOM IIy3bIpe, KJIalaHax ypeTphl U APyrue
nopoku [7]. OgHuM u3 Hambojee TAMKEIBIX MPOSB-
nenuit Cakut-cuagpoma sBIAETCS PasBUTHE IIY3BIP-
HO-MoueTOUuHUKOBOTO peduriokca (IIMP), KoTopsIit
HEepeIKO OKAa3bIBAETCSA OCHOBHBIM B HCCJIENOBAHUAX
MPUYUHBI BPOKIEHHON aHOMAJIUU IIOYEK U MOUEBBI-
BomsAmero Tpakrta [8, 9]. OmHaxko M30JUPOBAHHOE
Hajguuwre y 6oabHOro IIMP BecTpeuaeTcss oueHb PeaKo
[10]. O6wruzo ITMP coueTaeTcs ¢ Au35MOPUOTEHE30M
IPYTUX OTHEJIOB MOueBO# cuctembl. Hepenko pasBu-
BaeTcA CUHIPOMAJIBHOE IIOPa’KeHWe, BKJIOUAIOIIEe
TJia3a, HEPBHYIO CHUCTEMY U Pa3JIMUHbIe TapeHXuMa-
To3Hble oprausl [11]. B EBpone cosmgan KoHCeHCYC IO
IIOBOAY BOBMOJYKHOCTY BKJIIOUEHUS B PAOOTy MHOTUX
IIEHTPOB Pa3JIMUYHBIX €BPOIIEMCKUX CTPaH AJIs paHHel
IUATHOCTUKY U JIEUEHUS dTOTO TSXKeJIoro 3aboJieBa-
Hug [12, 13].

WinyT pasinuyeble IyTH, YTOOBI IIOZOOPATHCA K
TMMOHMMAaHUIO PA3BUTUS dTOTO TAKEJIOr0o mopora [14].
CepbesHble HCCIEIOBAHUS IIPOBOLSTCS B OSKCIEPH-
MEeHTAaX Ha ’KUBOTHBIX, BOCHOBHOM Ha MbIIIIaX , HA0JIi0-
Iasi 3a PasBUTHMEM MOUYEBOH CHUCTEMbl B HaYaJbLHOM
nepuose ee pa3Butud [15]. UpesBbiuailHO BasKHBIM
OKAa3bIBAETCs BPeMs alloIITO3a PA3JINUHBIX 9JI€MEHTOB
MOUYEBOI CHUCTEeMbI, OCOOEHHO B MOMEHT COeINHEHUS
MOYeK U PA3BUBAIOIIUXCA YUYACTKOB OPraHOB Moue-
BhIBemeHUs [16].

Cakut-cuagpom — ogHO M3 HamboJiee YA3BUMBIX
COCTOSTHUUM Yy HOBOPOMKJIEHHBIX, HEPEeIKO MIPUBOAA-
mux K JerajdbHOMYy ucxony [17—19]. Ecau B anTe-
HaTaJdbHOM mepuoge npu Y3U ompememen Cakut-
CUHAPOM, POJUTEJAM IIPEAJaraioT PEIIUTh BOIIPOC
06 a6opre. B pa6ore J. Hogan u coasrt. [20] cpegu
IeTell, y KOTOPBIX POAUTENN OTKA3aJIuCh OT abopra
(mabmromnerune ¢ 2006 mo 2011 rr.), 6110 2 pebeH-
Ka, MOTMOIIINX B IEPUOJAE HOBOPOKIEHHOCTU., ¥ HUX
OBLJI BBIPAKEH OJIUTOTUAPAMHUOH, OMHAKO 2 pebeHKa,
UMEBIIINX TaKOU JKe CUHIAPOM, OCTAaJNCh KUBBHI. Ho
Cakut-cuHAPOM MOKET BBIABISATHCSA Y MOJPOCTKOB U
Iaske y B3pocabix Jiomeii [21]. Hetr ennH000pasHbBIX
maHHBIX 0 yacToTe Cakut-cumapoma. B 2003 r. coob-
maJsioch, uro udacrora Cakut-cumgpoma cocrasisier
1 cayuait Ha 500 HOBOpOKIEHHBIX [22]. PasBurue
IIOPOKA IPOMCXOMUT HA PAHHUX dTamax (opMuUpoBa-
HUS IOYEK U MOUEBBIIeJINTeNbHOM cucTteMbl [ 23]. ITpu
HaOmomeHNN 3a pazButueM 822 mereil, Y KOTOPBHIX B
aHTeHaTaJbHOM mepuoje oupenesned Cakut-cuaapom,
HamboJiee THAMKEJIO IpPOoTeKaeT 3aboJieBaHUWE, €CJIU
BhIpasKeH ruapoHedposd. HacTo IPOUCXOIUT IIPUCO-

eqUHEHNEe PeIUINBUPYIONiell MH(PEeKINU MOUYeBOM
cucreMbl (MMC), 00bIYHO IPUHUMAIOIIANA XapaKTep
PeluIuBUPYIOIIEro MrueIoHe(PUTa, HECKOJIBbKO PerKe
aprepuanbHoii rumnepreHsun (AI') [24]. ITocaenmee
HEPeoKO CBSI3aHO C BECOM HOBOpPOKIeHHOTOo. Ilpm
MaJjJIOM Bece YacTO OIIPeeJsdeTcs Majoe KOJHUYeCT-
BO He()pOHOB U y pebeHKa MJIM B3POCJIOr0 UeOoBeKa
pasBuBaetcda AT [25]. ITo raHHBIM KUTANCKUX HCCJIE-
moBareseii, npu Y3U B aHTeHATEJIbHOM IIEPUOJE
26 989 nmereii y 484 (1,67% ) 6611 06Hapy:xeH Cakut-
cugpoM. IIpu poKAeHUU OOJBIIMHCTBO U3 HUX
He WMeJIu KJIUHUYECKUX IIPOABJEHUH O6OJIE3HU.
Wckmiouenue cOCTaBIAIN AeTH (IPEUMYIIIeCTBEHHO
MaJabYuKM) ¢ rugpoHedposom [26]. PasHuiia yacToTh
B pasauuHbIX monyaanuax Cakut-cuagpoma oueBum-
HO CBsS3aHA C PABJIUYHBIMM STHUYECKUMU OCOOEH-
HOCTAMU W BJIUSHUEM BHEIIHUX HebJIarompUaTHBIX
($aKTOpOB HA MAaTh.

B CIITA 1o mamabim I.V. Vosypiv [27], Cakut-
CHUHJIPOM BCTpeUaeTca y 3—6 KUBOPOKIEHHBIX HOBO-
POKIEHHBIX, IPUYEM HTO OKA3bIBAETCS IIPEeAPaCIIOia-
rapmuM GaKTopoM K Pa3BUTHUIO B TeueHUe KusHu Al
U IPYTUX BapUAHTOB IOPAYKEHUA CEPLEeYHO-COCYAVIC-
TOH cucTeMbl. JKCIePUMETAJNbHbIE JaHHBIE TOBOPAT,
IO ero MHEHWIO, He 00 OJHOU, a 0 HECKOJbKUX IIPHU-
YMHAX PA3BUTHUS 9TOr0 CHHApoMa. K HuM oTHOCATCS
reHeTUYeCKre MYTAaI[UU, SIIMT€HOMHBIE BO3IeCTBUS,
a Tak’Ke BHEIIHVE 9KOJIOI'MYECKU BPEeIHbIE BIUSAHUS.
CrernuajabHble MCCJIEJOBAHUSA IIPOBEIEHBLI T'PYIIIOMR
uccaenosareseii u3 CIIIA mo onpeneseHUO PO IPyI-
bl (hepPMEeHTOB, 00IaAAI0IINX STMUTeHOMHBIM BIUSAHUI-
em — ructoH auanenarosd (HDACs) Ha pazBuTue mouex
¥ MOYEBOTO TPaKTa B 9KCIIEPUMEHTe Ha MbIiax [28].

ITo mamapiM 12 crpan Esponsr npu Y3U nmereir B
aHTeHaTaJbHOM MEPUO/e MOJyUeHbl HECKOJIbKO UHBIE
pesyabratel [29]. B obmreit ciaosxkHocTu Cakut-cumm-
pom ompegesies B 0,008% cayuaes mpu Y3U Gosiee uem
700 000 ob6cmenyeMbIX meTeil B aHTeHATAJILHOM TIepPU-
one. BimsKue mokasaTesu y :KUBOPOKAEHHBIX HOBO-
poskaeHHBIX gasu B 1997 r. M. Hiraoka et al. [17].

7151 TOTO UTOOHI TOHATH, IIOYEMY BOSHUKAET OJHO-
BPEMEHHO aHOMAJINA MTOUEK U MOUYEBBIBOAIIETO TPAK-
Ta, HEOOXOAUMO IMPEACTABUTHL HYTHU WX PA3BUTUI B
aHTeHATeJbHOM Ilepuone. VI3BECTHO, UTO MOYKU U
MOUYETOYHUKY DPa3BUBAIOTCA U3 ME30JEePMbI, a MOUe-
BOI ITyBBIPH U YPETPa UMEIOT 9HI0AEPMAIbLHOE ITPONIC-
XOJKJIeHNe U BOSHUKAIOT U3 YPOTeHUTAJIHLHOTO CUHYCA.
o dopMupoBaHUA OKOHUATEIHHON IIOYKM, KOTOpAd
(GYHKIMOHUDPYET y MJIEKOIUTAIOIINX, MMEIOTCSA [BE
IIPOMEIKYTOUHBIE IIOUKKW — IPOHe(pPOC U Me30He(pocC.
ITponedpoc HeyHKIIMOHATEH, HO €TI0 IPOTOK CTa-
HOBUTCA HTPOTOKOM Me3aHedpoca, KOTOPBIHA BCJe
3a 9TUM Pa3BUBAETCA B MOUYETOUHMKOBBIA 3aPOJIBIIIL.
K 6-i1 memesie BHYTPUYTPOOHOTO PA3BUTUSI MOUYETOU-
HUKOBBIN 3apOALIII M MeTaHe(pporeHHas OJiacTema
SABJIAIOTCS NIBYMS KOMIIOHEHTaMM, IIOIEPsKUBAIOIIII-
MU 00pasoBaHne OKOHUYATEILHON IIOUKK — MeTaHe(dpo-
ca [30]. Meraunedpoc mpomoIsKaeT pasBUBATHCA M3-3a
B3aMMOJENCTBUS MEMKIY MOUYETOUHHKOBBIM 3apPOIbI-
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eM 1 OKpy:Karoiieii MeseHxumoii. OCHOBHBIE CTPYK-
TYpPHBIE JIEMEHTBI — TJIOMEPYJia U KaHaJIbIIbl ()OPMU-
pyroTcsa metaHedporeHHOI 61acTemoii. IMenHO MeTa-
HedpO3 ABJISETCA OKOHUATEJIbHON IOUKOI, KOTOpas
IeficTByeT y BceX MJIEKOIUTAIOIINX.

PasBuTue MNOYKU IIPOUCXOAUT MPAKTUUYECKU
ONHOBpPEeMEHHO ¢ ()OPMUPOBAHUEM MOUYEBBLIX ITyTeil.
ITapanienbHO ¢ 00pasoBaHMEM MOYETOUHHKOTO 3apO-
OBIIIA OT KJIOAKU OTIIHYPOBBLIBAETCSA YPOTEHUTAJD-
HBIM CHHYC M CJIHBAaeTcA C IPOTOKOM Me3aHedpoca.
9TO IPOUCXOIUT HUKE MOUETOUHNKOBOTO 3aPO/IbIIIIA,
00T SKCKPETOPHLIN IPOTOK BJIMBaeTCA B CUHYC,
00pasysA MOUYeBOli My3bIPh, a AUCTAJbHAA YaCTh MOUe-
TOYHUKOBOT'O 3aPOJbIIIa CTAHOBUTCA YCTHAMU MOUe-
TOYHUKa. B mepuon 5—7-#1 Hemenm aHTeHATAJTILHOTO
Pa3BUTUS ILJIOJA MOUETOUYHUKY HE IPOIYCKAIOT KU/ -
KOCTh ¥ TOJBKO K 8-Ii HeJese recTaluu CTPYKTypa
CTAHOBUTCS IIPOXOAMMOI, IpUUEeM DPeKaHaJIU3aIlud
uaeT ¢ cepeauHbl MmoueTouHuka. C 6-i mo 34-10 Hene-
JI TeCTAIMOHHOTO IEePHoka IPOIOJIKAETCA IPOIIECC
Hedporernesa. Ilocime 36-ii Hemenu recTaluy MOYKA
UMeeT MOJIHBIM Habop He(POHOB.

Yacrora Cakut-curapoma, IO JaHHBIM PA3JINY-
HBIX HCCJIefoBaTesell, KaK y:Ke yKa3bIBaJIOCh, pas-
andaercda, B cpegueMm sto 20—30% Bcex aHoOMAIMIA,
BBIABJISAEMBIX B IpeHATaJbHOM Iepuoze. dacrora
Cakut-cuagpoma 0oJIbIlle B TeX CEMbIX, I'e HMe-
IOTCSA YV POACTBEHHUKOB CJIy4Yay AaHOMAJIMI OPraHOB
moueBoit cuctembl (OMC). B macTosiee BpeMs coob-
miaercsi, uto 6osiee 500 CHHAPOMOB MOTYT OBITH C
peipaskeHnubIiM Cakut-curgpomom [14]. 10% Cakut-
CUHJPpOMAa MMeeT reHeTUYeCKoe mpoucxokaenue [31,
32]. Bo3MOKXHOCTb T€eHETHUUECKOT'0 IPOMCXOMKICHUS
HavaJu uckath B KoHIle XX m mHauvaiae XXI Beka.
M. Hiraoka et al. [33] npoBesiu cepbe3Hble UCCIEL0-
BaHUA 3HaummocTu myTtanuu reHa AT2R kak mpu-
yuHbl pasButusa Cakut-curapoma. OmHaxKo cpaBHe-
HUE C IONYJANNOHHON YacTOTOM 3TON reHeTUUeCcKOon
aHOMAaJUU 3aCTAaBUJIU aBTOPOB OTKA3aTbCS OT CBOEM
TUIOTE3bI 110 KpaliHell Mepe 0 OTHOILIEHUIO K AIOHC-
KO IOMyJIAIUN.

B anTeHaTaIbHOM IIEPUOJE PA3BUTUA, KaK Y 9KC-
TMePUMEHTAJbLHBIX KUBOTHBIX (B OCHOBHOM MHBIIIIN),
TaK M y YeJ0BEKa OOJIbIasA POJIb IPUHAJIEKUT COCTO-
aauio PAX2 [34]. Ilo mepe usyuenusa posu Pax2 B
Pa3BUTHU MOYEBOI CHCTEMBI OKA3aJIOCh, UTO OTPUILA-
TeJIbHOE BIUAHIE Ha He(D)POTeHEe3 U OPraHbl MOUEBHIBE-
IeHNdA OKas3bIBaeT B3auMooTHoIIeHrne PAX2 ¢ rakumu
TpaHCKPUNIMOHHbIMU (akTopamu, Kak Gdnt, Ret,
SHH, Wnt4, Fgt[35]. Cnenmanbaoe BHUMaHmTEe M. Pa-

ces-Ferry et al. [36] oGparator Ha BiausiHue (GHaxTo-
pa Hnf-1b ma PAX2, KOTOpPBI B SKCIEpPUMEHTE Ha
MbIIIax ycuauBaeT Bausaue PAX2 rena Ha pasBurue
mouku. ['eTeposUroTHass MyTaIlus 9TUX T'€HOB Y UeJIO-
BeKa BeJeT K PA3BUTHI0 aHOMAJIUIN PA3INUYHBIX OT/IEe-
JIOB MOYEBOT'0 TPAKTa, BJIUAET Ha UX MOP(OreHes.

Croenadbl IONBITKY BBIAEJUTDH CHeIU(pUUECKUe
TeHbl, MYyTallusd KOTOPBLIX NPUBOAUT K Pa3BUTHUIO
Cakut-cuagpoma [37]. IIpoBepeHbl GOJbHBIE KaK B
aHTeHaTaJbHOM, TaK M B IOCTHATAJHHOM II€PUOAAX.
OKasayioch, UTO BO3MOJYKHO Pa3BUTHE IIATOJIOTHUU TPU
HAJIUYUYU MYTAIlW OJHOI'O T'eHa, HO MOJYKeT HabJIio-
JaThCcAd KOMOWHAIIUA MYTUPYIOIMUX T'e€HOB. ABTOPBI
nposepuan Hasuune mytarnuu FRAS1 1 EREM2 npu
pasButuu Cakut-curapoma. CpaBHeHIE OCYIIECTBJIE-
HO CO 3I0POBBIMH, ¥ KOTOPBIX He OBLIO BPOXKIEHHOMN
TATOJIOTUY IOYEK ¥ OPTaHOB MOUYEBLIBEIEHUA U TTOH00-
HOIT Myranuu. B mccaemoBammax E. Pavlakis et al.
[38] yrasamo Ha poab myranuu FRAS1/FREM, koto-
pbIe OTBETCTBEHHEBI 3a COCTOSTHME Oa3aIbHBIX MeMOpaH
HAa caMbIX PAHHUX MIEePUOJaX Pa3BUTUA SMOPHOHA, UTO
moxxeT npossurbed npu Cakut-cuagpome.

H. Cordell et al. [9] upoBepusu BO3MOIKHOCTH
obiTe mpuumuoi Cakut-cummpoma remsr IIMP, kak
oxuoro us ero npoasaenunii — AGTR2,HNF1, PAX2,
RET u UPK34. PesyabTaThl OKa3aauch OTPUIIATE -
HBIMU. [TocTaBIeH BOIIPOC 0 HEOOXOMMOCTH AATbHEHN-
mux uccaegoBanuii. [lo-Bugumomy, Hanboee peab-
HBIMU IPUUYNHAMY PA3BUTUA BPOKICHHON aHOMAJINHN
MOYeK M MOYEBBIX IyTel SABJSEeTCA OJHOBPEeMeHHas
myranusa PAX2 u EMX2 [39]. Coueranusa nogo6HOM
MyTallii He 00HAPY KeHO Y 3/J0POBBIX dSMOPMOHOB KaK
B 9KCIIEPUMEHTEe Ha MBIIaX, TaK U V UYeJIOBeKa, IPu-
yeM y JIrofel oba rena HaxonsaTcsa Ha xpomocome 10 q,
WX MYTaIusa COIMPOBOMKIAETCS MOJHOUN AecTpyKIlmeit
XPOMOCOMEI.

IIpu ucciaemopanusax npuuwmH pasputus Cakut-
CHHIPOMAa IMpaKTHUYeCKU He obpaljaeTcs BHUMaHIeE
Ha POJIb MEePBUYHLIX ITUJINN B PA3BUTUU IIATOJOTHU.
ITo-BugmMoMYy, elllie He IIPUIILIO BpeMsA U3ydYaTh MyTa-
U TeHOB, KOAUPYIOMUX OeJIKN aKCOHEMbl IepBUY-
geIX nuani [40]. OgHaKO M3yyeHME MyTalluil STUX
TeHOB MOYKHO CUMTATh IejecoobpasubiM [41]. Tem
6osee, uto usyuenue 6osee 800 mereit us Typruu,
Kawmepymua, IlIBeiinmapuu u ['epmanuu a5 ompemesie-
HUA PoJix He(POIMCTUHA 3 KaK IMOKAa3aTess Pa3BU-
TUS KUCTO3a IMOYEK BBIABUJIO Y HOBOJBHO OGOJIBIIION
TPYIIIIEI AeTel ONHOBPEMEHHO ¢ KMUCTO3HBIMU N3MeHe-
HUSMHY B MOYKAX BPOMKIEHHBIE aHOMAJUU MapEHXU-
maTo3HbIX opranoB u Cakut-cuaapom [42].
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