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AHHOTauus

[pr peakmx HACAEACTBEHHBIX 3a00AEBAHUSIX MOTYT HAOAIOAATLCS TAOMEPYAONATUM, TyOyAOMaTuMu, MOAMKMCTO3, aHOMAaAMM MOYEK M MOYEBbI-
BOASIUMX MYyTEMN, YPOAUTMA3, 3A0KAUECTBEHHBIE UAM AOOPOKAYECTBEHHbIE OMyXOAM. HacAeACTBeHHblE HedponaTuu B NEPBYIO OYEPEAb CAEAYET
MpeAnoAaraTb Mpu MOSIBAEHMU MPU3HAKOB MOPAXKEHUsI MOYEK B AETCKOM, MOAPOCTKOBOM MAM MOAOAOM BO3PAaCTe M/MAM MPK HAAUHUUKM CEMENHOTO
aHamHe3a. [pu cucTeMHbIX 3360AEBAHUSIX BKHOE AMArHOCTUYECKOE 3HAYEHUE MMEIOT BHEMOUEUHbIE MPOSIBAEHUS! (HaNpUMep, HeMpoCceHCcopHast
TYFOYXOCTb MPU CUHAPOME AAbIMOPTA MAM OTAOKEHME KPUCTAAAOB LIMCTMHA B POTOBMLIE MPK HE(PPONMATUUECKOM LIMCTUHO3E). AASI TIOATBEPXKAEHMS!
AMArHo3a MOHOrEHHOIO HACAEACTBEHHOTO 3aBOAEBAHMS MPOBOASIT MOAEKYASIPHO-TEHETUUECKOE UCCAeAOBaHMeE. [1pu HEKOTOPbIX OpdhaHHbIX 3a00-
AEBAHUSIX, MOPAXKAIOWMX MOUKM, TaKMX Kak 6oresHb Dabpu, UMCTUHO3, NEPBUUHAS TMNIEPOKCaAypust 1-ro TMna 1 aTUMUUHbIA FEMOAUTUKO-YPEMM-
YECKMit CUHAPOM, BO3MOXHA crieumdmueckast natoreHeTuyeckast repanms.
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Abstract

Various rare inherited disorders can be associated with kidney involvement, including glomerulopathies, tubulopathies, multiple cysts, congen-
ital anomalies of the kidneys and urinary tract, urolithiasis, malignant and benign tumors. Genetic nephropathy should be always considered in
children, adolescents and young patients with the kidneys or urinary tract disorders and/or patients with positive family anamnesis. Extrarenal
manifestations can be a valuable clue for diagnosis of certain hereditary diseases, e.g. neurosensory deafness in Alport syndrome or photofobia
in nephropathic cystinosis. Diagnosis of monogenic inherited diseases should be verified by genetic testing. Specific drugs are available for
treatment of certain hereditary diseases involving kidney, e.g. Fabry disease, cystinosis, primary hyperoxaluria | type and atypical hemolytic
uremic syndrome.
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B Poccuiickoit ®egepanyy oppaHHBIMU CIUTAOT 3a60-
JIeBaHMA, PACIPOCTPAHEHHOCTb KOTOPBIX COCTAaBJIsAET MeHee
1:10 TBIC. B O6WIEN nonynAnuu. CerogHs M3BECTHO OKOJIO
7 TbIC. opaHHBIX 6omesHelt (6ONbIINHCTBO M3 HUX SB/ISIOTCS
HAC/Ie[ICTBEHHDBIMI), KOTOPbIe XapaKTepU3YIOTCS MOPaXKeHU-
€M pas3NMYHbIX OPTaHOB M TKaHejl, BK/IoYas nouku [1], a 06-
Ijee YMC/I0 IAVIEHTOB, CTPAANINX PAs/INYHbIMU PENKIMMU

3a00/7IeBaHMAMM, B MUpE JOCTUTAET HECKOTbKO COTEH MMII-
7MOHOB [2]. BO3MOXXHOCTM AMarHOCTMKM M JIeYeHNA HaCTIef-
CTBEHHBIX 3a00/I€BaHNIT MOCTEIIEHHO PACHIMPSIOTCS 3a CYeT
HEYK/JIOHHOTO CHIDKEHMS CTOMMOCTM Te€HeTUYeCKUX TeCTOB
U yBeMMYeHNA KONMM4ecTBa OpGaHHBIX IIPEIapaToB, YTO OT-
paxkaeT Mepbl 0 CTUMY/IMPOBAHMIO paspabOTKM IOZOOHBIX
JIeKapCTBEHHBIX CPEJCTB, KOTOpble MPEeANPYHMUMAIOTCA B 9KO-
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HOMMYECKM pa3BUTHIX cTpaHax [3]. [lmarHoctuka opdan-
HBIX F€HEeTUYECKMX 3a00/IeBaHuIl, B TOM YMC/Ie TOPAXKAIOUINX
HOYKY, TO3BOJISIET BBISBUTD PyTHe CIydayu GO/Me3HN B ceMbe,
n30eXaThb 3aBeoMO HeaPeKTUBHOI TepaInL, HAIIPUMepP UM-
MYHOCYTIPECCUBHBIMIU CPEACTBAMMU, M YIYYLINTh Pe3y/IbTaThl
[IATOTEHETUYECKOTO JIeYeHNs (€C/IU TaAKOBOE JOCTYIIHO), KOTO-
poe 6omee 3 PexTNBHO Ha paHHEM JTarle, KOTAa elle OTCyT-
CTBYIOT HeoOpaTuMble M3MEeHEHNsI BHY TPEHHUX OPTaHOB.
BapuaHTbl Hac/leACTBEHHBIX He(POIATMil BKIIOYAIOT B
cebs1 BpOXK/IEHHbIE aHOMA/IMM MOYeK ¥ MOYEBBIBOMAIIUX ITy-
Tell, LUIMOIIATHY, ITIOMEPY/IOIIATU, 37I0KadeCTBEHHbIE U [10-
OpoKaueCcTBeHHbIe OIYXOIM, TYOyIOmaruu, IOpakeHue Ty-
GynonHTepcTUINS, HepoIaTny B PaMKax HAC/IEACTBEHHBIX
MeTaboMnuecKUX 3ab0IeBaHNIT, XapaKTePU3YIOLINXCS OTIOXKe-
HIEM Pa3/MYIHBIX BEIIECTB B OPTraHaX U TKAHSIX, Y aTUIIYHBII
reMOMMTHUKO-ypemmdeckuit cuaapom (al' YC).

BpO)KAEHHble AHOMaAMH MOUYEK

M MOYEBbIBOASAILIMX MyTEH

HapymeHns sM6p1oHaTbHOTO Pa3BUTHA IIPUBOLAT K pa3BH-
THUIO Pas/IMYHbIX BPOXK/IEHHBIX OPOKOB MOYEK U MOYEBBIX Iy-
Tell (B aHITIOA3BIYHON /UTEpPAType UX OODBENUHAIT TEPMUHOM
CAKUT - congenital anomalies of the kidneys and urinary tract),
IIpUMepaMy KOTOPBIX MOTYT CITYKUTb aIlIasys, TUIION/IasyA UIn
IVICIUIa3VsI TIOYeK, Be3KOYPeTPANbHBI pedIIoKC, MeraypeTep,
KIaIIaHBI 3aIHell ypeTphl U Ip. YKa3aHHbIe aHOMA/IUM SABJLIOTCS
OHOJT 113 OCHOBHBIX NPWYVMH AMA/NN33aBUCYMOI XPOHMYECKON
MOYEYHON HEOCTaTOYHOCTH, pasBuBalolelicsa B nepole 30 et
KU3HY [4]. [IMarHoCTMKa MX He IPECTaB/IsAeT OOMBIINX CIIOXK-
HocTel1. B 60/IbIIMHCTBE CTy4aeB BPOX/EHHbIE QHOMAIUI IIOYeK
U MOYEBBIBOAAIMINX IIyTell AMaTHOCTMPYIOT aHTEHAaTaJbHO IpU
Y/IBTPa3sByKOBOM VCCTIElOBAHMUM, B OCTA/NIbHbBIX — B JIETCKOM MU
HOAPOCTKOBOM Bo3pacte [5]. XOTs CerofHs M3BECTHO HECKOIBKO
HecsTKOB reHoB-KaHanparos (SIX1, SIX5, PAX2, HNFI1p, SALLL,
EYA1, GATA3 u fip.), BapraHTbl KOTOPBIX MOTYT SABIATbCS MPU-
YMHOJ BPOXKJIEHHBIX aHOMAJIMII TIOYeK ¥ MOYEBBIBOJALIMX IIy-
Teil, TOATBEPANUTD X MOHOT€HHOE IIPOUCXOX/IEHIe B K/IMHIYe-
CKOII TIpaKTHKe yhaeTcs He 6oree yeM B 20% ciaydaes [4]. TToka
Ppe3y/IbTaThl TeHeTUIECKOrO MCCIeOBAaHMsA He BIMAIOT Ha TaK-
TUKY JIeYeHV U TIPEJiCTAB/IAI0T MHTEPEC B OCHOBHOM C Hay4HOIt
TOYKM 3PEHVI.

Linanonarmm

[lnmronatiy — rpynma Hac/lefCcTBEHHBIX 3aboyeBaHmit, 00-
YCIOB/IEHHBIX M3MEHEHVISIMI CTPYKTYPHI U QYHKIMM PECHUYEK
(Ly71mit) KITETOK IOYeK M APYTHUX OpraHoB [6]. B moukax Hapye-
HMA CMHTe3a IJINAPHBIX O€KOB MPMBOMAT K KMCTO3HOI Hepe-
CTpoiike opraHa (HOMMKNUCTO3y). IIpuMepamy nmmonaTuit Mo-
YT CITy)XUTb Ay TOCOMHO-JOM/MHAHTHasI [TO/IMKMCTO3HAsI 60/Ie3Hb
nouek (MyTaunu renoB PKDI1 u PKD2, KORUPYOLIVX TOYeYHbIE
LWIMapHble 6eNIKY HOJMIVCTYH 1 U 2 COOTBETCTBEHHO) U ayTO-
COMHO-pellecCHBHasI TTOMKUCTO3HAs 60/Ie3Hb TOYeK (MyTarmm
reHa PKHDI, sKcIIpeccupyIoIerocss B OCHOBHOM B ITOYKaX 1 B
MeHbIIIell CTeNleHN B IIeYeHN ¥ KOAMpyollero 6emok ¢pudporm-
ctuH) [7, 8]. Ilpu oboux 3aboneBaHUAX B ITOYKAX 06pasyroTcs
MHOKECTBEHHbIE KICTbI, KOTOPbIE BBIABIIAIOT IIPU YIBTPa3BYKO-
BOM VCCTIE[JOBAHNUI i KOMIIBIOTEPHOIT W/IM MATHUTHO-PE30HAHC-
Holt Tomorpagmu. KinHndeckue nposiBe st BK/IIOYAOT B ceOs
apTepMaIbHYIO TUIEPTOHNIO, OO/Ib B )KMBOTE VTN MOSICHUIIE, Te-
MaTypuIo 1 MHGEKIMM MOYEBbIX Iy Teil. AyTOCOMHO-pPeLlecCHB-
Hasl TTO/IMKJICTO3HasI 60JIE3Hb IT0YEK BCTPEYAeTCsl 3HAUUTEIBHO
PpesKe, MOXKET COITPOBOXKATHCA BPOXKEHHBIM (prOPO30M HeyeH!
U TIOPTa/bHOII TMIIEPTEH3Uell M XapaKTepu3yeTcA pasBUTHEM
IManM33aBYCUMON XPOHWYECKON IOYeYHOI HeJOCTATOYHOCTH
B JIETCKOM VI/IU TIOPOCTKOBOM BO3pAcTe, B TO BPeMs KaK ayTo-
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COMHO-/JOMMHAHTHYO [TO/INKVICTO3HYI0 60/Ie3Hb [TOYEK JUATHO-
CTUPYIOT B CTapiieM Bo3pacTe (OOBIYHO y HECKOIbKUX 4IEHOB
CeMbl C Y4eTOM TUIIA HACTefOBaHUA). /A edeHus ayTocoM-
HO-JIOMVHAHTHOJI TTOMKVICTO3HOI 6OJIe3HM ITOYeK IPYMEHSIOT
6rmokaTop V2-penenTopoB Ba3oIllpPecCHHA TONMBAITAH, KOTOPbIiT
B IIIa1[e60-KOHTPOMPYEMBIX KITMHNYECKIX UCCIEHOBAHMAX 3a-
MeULAN yXyAlleHre QYHKIMM U yBeludeHre obbeMa Movek, a
TaK)Ke CHYDKAIT PUCK OCIoXKHeHnIt [9]. Vsydaercs Takxke addex-
TUBHOCTb [/INTE/IBHO AEVICTBYIOIIMX AHAJIOTOB COMATOCTATIMHA
(oxTpeoTupaa), B TOM 4KciIe B KOMOMHALMY C ToNBanTaHoM [10].
MHOXXeCTBEHHbIE KUCTBI B ITOYKAX MOTYT OBITb BBIAB/ICHBI
U TIpU APYTVIX HACNECTBEHHBIX 3a00/IeBaHMAX, B TOM YICTIE ay-
TOCOMHO-[JOMIHAHTHOI TyOy/TOMHTEPCTULMANBHON 6O/Ie3HN
oYeK, Me[y/UIAPHOIL ry64aToit mouke, HeppoHodTI3e, 60Ie3HN
¢on Tnmnens-J/Iunpay, TybeposHoM ckinepose [11], auddepen-
IIMPOBATh KOTOPbIE MHOTZIA BO3MOYKHO TO/IBKO C TIOMOIIBIO MOJIe-
KY/ISIPHO-TEHETIIECKOTO YICC/IEJOBAHMISL

3A0Ka4yecTBeHHbIe U AOOPOKaYeCTBeHHbIe

ONYXOAU NOYKH

Omnyxonmu nodexk B HebombuIoNn yactu cry4daes (5-8%) cBs-
3aHBI C HEKOTOPBIMU PEKMMM HAC/IeCTBEHHBIMY 3a00/IeBaHM-
AMM, TAKMMM KaK TyOepOo3HbIlt CKIepos, 6oyesHb (oH [nmmena—
JInupay, cungpom bepra-Xorra-[Ipro6e u ap. [12]. Ilpuannoii
TyOepO3HOro CKIepo3sa SIB/SIIOTCS BapuaHThl reHoB 1SCI wmm
TSC2, KopMpyoLIMX TaMapTHH U TyOepUH COOTBETCTBEHHO [13].
MyTalum STUX TeHOB BBI3BIBAIOT AKTMBALNIO CUTHATBHON CHU-
crembpl MTOR, koTOpas MPMBOAUT K HEKOHTPOIUPYEMOI IIpO-
nueparny KJIETOK M PasBUTHIO MHOXXECTBEHHBIX OIyXOJIell B
Pas3NMYHBbIX OpraHax, BK/IOYas KOXY (TUIIOINNIMEHTHBIE IIATHA,
aHrnouOpOMBI, IarpeHeBble O/IALIKY), TOMOBHOM MO3T (TMraH-
TOK/IETOYHAsI ACTPOLIUTOMA, KOPKOBbIE TyOepbl), OpraH 3peHust
(ramapToMmbl ceT4aTKu), cepaLe (pabmoMmoMbl) U Jlerkue (M-
¢anrunoneitoMnomaros). B moukax mpu TybeposHOM cKiepose
00pa3yloTcsi aHIMOMMOIUIIOMBI, KOTOpPble HEPEJKO OCIOXKHs-
I0TCA KPOBOTEYEHMAMM, ¥ KUCTBI, PeXe BCTpedaeTcs Ioded-
HO-K/IETOYHBI paK. [/ nedeHns TyOepo3HOro CKieposa IIo-
MIMO XVPYPIUYeCKMX BMEIIATE/IbCTB IIPUMEHSOT MHIMOUTOPDI
mTOR - 3BepomMMycC 1 CUPOTUMYC.

Bomnesns ¢on [nnmena-JInunay, mepefaromascs 110 ayToco-
MHO-/JOM/HAHTHOMY THILy, Pa3BUBAETCS BCIENCTBYE My TaI{iil
reHa-cynpeccopa omyxoneit (VHL) m Xapakrepusyercs pas-
BUTHEM 37I0KQYeCTBEHHBIX 1 JOOPOKaYeCTBEHHBbIX OIYXOJIell B
Pa3NMMYHBbIX OpraHaX, TAKMX KaK 'eMaHT106TacTOMBI TOIOBHOTO
U CIMHHOTO MO3Ta U CeTYaTKH, TOYeYHO-KIeTOUHBII paK, peo-
XPOMOLIYITOMA, IIaparaHI/IMOMBI, HeiiPOSH/IOKPVMHHbIE OITyXO/IN
HOJKeTyZO04HOI >Kene3bl 1 Ap. [14]. [l aToro 3aboneBanus xa-
PaKTepHO TakXe Ha/ludue IOMUKICTO3a 00erX ITOYeK 1 HOfKe-
JTyBOYHOM >Kente3bl. OIHOI 13 ITTaBHBIX IIPUYMH CMEPTH SIB/IAETCS
IIOYEeYHO-KIETOYHBI PaK, KOTOPbI pasBuBaeTca y 70% manm-
eHTOB. JledeHne xupyprudeckoe. HemaBHo iis nmedeHns moded-
HO-KJIETOYHOTO paKa 3aperucTpuposau 6ensyTidaH, KOTOPLII
uHrnbupyet daxrop, nagynmpyemsiit runoxcueit (HIF)-2a [15].

TAomepyAronaTtnm

Xopolo N3BeCTHBIN TpUMep HaC/Ie[CTBEHHBIX 3a00/IeBaHMIt
IIOYEYHBIX KIyOOUYKOB — CHHAPOM AJBIIOpPTa, 00YCIOBIEHHDIN
myrauusamu resos COL4A3, COL4A4 n COL4A5, xopupyromux
a3, a4 un a5-nenn xomnarena IV tuna. [locmenumit BXoguT B CO-
cTaB 6a3a/IbHBIX MeMOPaH Ky6OUKOB, YIMTKI BHY TPEHHETO yXa,
XpYCTa/IMKa, CETYATKM M POTOBMLBI I7Ia3a, IO3TOMY CHH/IPOM
Asbniopra nposiesAercs HedpoIaTHelt, COUeTAIOIIECA ¢ Heltpo-
CEHCOPHOJ TYTOYXOCTBIO ¥ M3MEHEHUAMU CO CTOPOHBI OpraHa
3penus [16, 17]. OCHOBHOJ IIpYU3HAK ITOPaXKEHMs [TOYEK — MUKPO-
reMaTypys, PasBUBAKOIAACA B I€TCKOM BO3PAcTe, MO3JHEE OT-
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MEYaTCs anbOYMUHYPYUS/IIPOTEMHYPUS M IIPOTPECCUPYIOLast
HOYeYHasl He[JOCTATOYHOCTD. VI3MeHeHMs IpU CBETOONITUYECKO
MMKPOCKOIINY TIOYEYHOTO OMOITAaTa MpY CUHAPOMe AJIBIIOpPTa
OTCYTCTBYIOT WM HecterMdr4HbI (HOKaMbHBIA CerMeHTapHbII
rmomepynockinepos — ®CI'C), B To BpeMs KaK 37eKTPOHHAS M-
KPOCKOINS MO3BO/ISIET BBIABUTH MCTOHUYEHMe 0a3albHOI MeM-
6paHbl KTyOOUKOB, a TI03JHee — ee 04aroBoe, a 3aTeM AuddysHoe
yTOJIIeHNe, pacCTIOeHue U TofoLMTonaruo. [ npodumakTu-
KU yXy/ueHns QyHKIuM TOYKY [TAIYIeHTaM C CMHAPOMOM AJlb-
[OpTa HA3HAYAIOT He(DPPOIPOTEKTUBHYIO TEPAIINIO O/I0KATOpaMu
PEeHMH-aHTMOTEH3MHOBON CUCTEMBl I MHIMOUTOpaMM HaTpMii-
IJIIOKO3HOTO KOTPAHCIIOpTepa 2-To THIIA.

MyTanum MHOTOYMCIIEHHBIX T[€HOB, KOAMPYIOIIUX CTPYK-
TYypHbIE WM CUTHA/IbHBIE G€IKM ITOYeK, MOTYT OBITh MPUYNHOI
CTepOMIOPE3UCTEHTHOTO He(PPOTUYECKOTO CUHIPOMA, Pa3BU-
BAIOIIETOCA B JIETCKOM, OAPOCTKOBOM MM MOJIOZIOM BO3pacTe
n composoxparwoerocs kapruHoit ®CI'C wm pexe - MuHK-
Ma/IbHBIMU M3MeHeHusIMU Wi Ay Qy3HBIM Me3aHIMaTbHBIM
CKIepo3oM Ipy 6yorcuy modky [18, 19]. MyTaiym reHoB MOTyT
3arparuBaTh Oenky meneBoit guadparmbl (HedpuH, IOKOLUH 1
Ip.), CTPYKTYPHBIE U PeryIATOpPHbIe OeNKM LuToCcKeneTa (a-ak-
TVHUH 4, MHBEPTMPOBAHHLI GOPMIH 2 U [ip.), 6ENKM afresun
(vHTErpuHBI, TaMMHMH), Oenky 6as3anbHON MeMOpaHBI KIIy-
60ukoB (kowtaren IV Tuma, mamuHyH a5), sifepHble GaKTOPbI
tparckpumym (WT1, SMARCA-nogo6usi 6enok) u mp. [20].
Kax u npu cunppome Anbnopra, Opa>keHUe IOYEK MOXKET CO-
IPOBOXXJATbCSA PA3NMYHbIMY BHEIIOYEYHBIMU IIPOSIBICHVAMIL
HacnencTBeHHbIIT TeHe3 MOpayKeHNA ITO04eK MY MCCIeOBaHNN
IaHesIell TEHOB VM IIOTHOSK30MHOM CEKBEHMPOBAHMM YHAET-
ca ycTaHoBUTb npuMepHO y 30% pmereit u 10-15% B3pocbix co
CTepOUIOPE3NCTEHTHBIM He(DPOTHIECKUM CUHAPOMOM (21, 22].
Berasnenne MoHoreHHbIX popm P CI'C nMeeT BaskHOe 3HaUeHMe,
HO3BOJIAET M30EXaTh OCIOXKHEHMIT HeapEeKTUBHOI MMMYHO-
CYIIPECCUBHOM Tepaluy U NpefCcKasaTh HU3KUI PUCK PENUANBA
[IOCTIe TPaHCIUTaHTaIVM oYKy [20].

TyGyAronHTepcTMLMaAbHBIE 3a00A€BaHMs MOYEK

AyTOCOMHO-TOMMHAHTHAsI TyOYJIOMHTEpCTULMAIbHAS 60-
JIe3Hb IOYEK CYMTAETCS OFHON M3 CaMbIX PaCHpPOCTPAHEHHBIX
MOHOTeHHBbIX Hedpomarnit (IIocle ayTOCOMHO-JOMUHAHTHOM
HO/IVKVCTO3HON 00/Ie3Hy movek ¥ cuHapoma Asbmopra) [23].
O6ycoBneHa BapMaHTAMU pAasIMYHBIX T€HOB, B TOM YICIIE
UMOD (ypomopymut), MUCI (MyuuH 1), REN (IpenpoHeHuH),
HNFIB (remarouyrapHslit snepHbiit pakrop 1b), SEC61AI (al-
cyobenyana SEC61 rtpancnmokona) n DNAJBI1 (xogakrtop
GRP78/BiP). O61w1te mposiBieH1st BCEX TUIIOB 8y TOCOMHO-JOMI-
HAHTHOJ TYOYIOMHTEPCTULMAIBHOI GO/IE3HN TT0YeK BKIIYAI0T
B cebst KMCTHI B IIOYKAX, He COIPOBOXKAIOLINECS 3HAYNTE/IbHBIM
yBelMueHeM UX Pa3MepOB, MeJIEHHOe HAPACTAHIIE CBIBOPOTOY-
HOTO YPOBHS KpeaTUHIHA IPY OTCYTCTBUM FeMaTy PN U FPYTUX
M3MeHeHMiT B Mode (MO)KeT Hab/IIofaThCs HeGOMblIast IPOTENHY-
p¥is) C pasBUTHEM [MA/IN33aBUCUMOI XPOHIYIECKON MTOYEIHOI
HEJIOCTaTOYHOCTH B Bo3pacte oT 40 mo 70 met u TyOynonHTep-
CTULMABHBLL GUOPO3 HPU TUCTONTOTMYECKOM HCCIIEHOBAHUM
6uonrara mouky [24]. OcobeHHOCTM TedeHMA 3aboneBaHUA,
BO3PACT, B KOTOPOM HAYMHAETCS IOYeYHas HeJOCTATOYHOCTb,
Y Ha/M4ye BHEIOYEYHBIX IIPOSIBICHNII 3aBUCSAT OT THUIIA MyTa-
uyu [23]. Camolt 9acToil IPUYMHON ayTOCOMHO-IOMVHAHTHOI
TYOYIOMHTEPCTULMAIBHOI GO/IE3HN TIOYEK SBSIIOTCS MY TaLyy
rena UMOD, xopupyromuiero ypomogynus. ¥ 70-80% marmeHToB
TAaKJX MALEHTOB HAbO/IONAeTCsT TIOarpa, KOTopasi pa3BUBAeTCs
B MOJIOZIOM BO3pacTe, B TOM YHC/Ie Y SKEHIIVH, U IPEfIIeCTByeT
HOSIBTIEHUIO TIPU3HAKOB XPOHMYECKOiT Gome3nu modek. Crery-
(dudecKnx MeTONOB JIedeHNsl He CylecTByert. [Ipu Hamaum ru-
HepypUKEMUM IPUMEHSIOT /IOy pUHOT 1K (ebykocTar.
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TybyAronarnm

CeropHsi M3BeCTHO OKO/I0 50 HAC/TeACTBEHHBIX TyOyIoma-
TUIf, XapaKTepUSYIOLIMXCA HapylIeHneM QYHKIUM KaHa/IblleBO-
ro armapara Io4eK Ha pasaMyHbIX ypoBHsX [25]. Tybymonatun
OOBIYHO MIMEIOT HACTIETCTBEHHDII TeHE3 Y IeTelt, B TO BpeMsi KaK y
B3POC/IBIX TOBPEX/IeHNE KAHATIbLIEB Yallje IPUOOPETEHHOE I MO-
JKeT OBITh BBI3BAHO JIEKAPCTBEHHBIMU CPECTBAMIU, TSDKEIBIMU
MeTasIaMy ¥ ApYTUMH BelllecTBaMut. KiHmyeckme IposiBieHns
TyOy/Ionaruii HecrenuQuyHbl 1 BKIIOYAT B CeOs IONMMYPUIO,
MO/IMAUIICUIO, HAPYILEHNUe POCTa Y [ieTell, U3BMEeHEeHNs apTepuab-
HOTO JIaBJIeHN:A U Ap. BaxkHoe 3HaYeHMe B MX [UAaTHOCTUKE IMEIOT
oIpefeNieHNe KMCIOTHO-1IIETTOYHOTO PABHOBECHS, IMEKTPOIUTOB
B CBIBOPOTKE KPOBM ¥ MOYe, aKTBHOCTY PEHMHA U a/IbI0OCTEPO-
Ha TIPY Ha/IMYMI TUIIO- VIV THIIEPKATAEMIH, SKCKPeLyu [3,-Mu-
KpOITIOOy/INHA ¢ MOYOI (MapKep KaHa/IblIeBOIl JUCHYHKINN), a
TaK)Xe aHa/I13 BO3MOYKHbBIX BHEITOYEYHDIX IIPOAB/IEHNI 1 U3Yy4e-
HIle CEMEITHOrO aHaMHe3a [26].

TeHepanusoBaHHas AUCHYHKIMSA TPOKCHMATBHBIX ITOYEYHBIX
KaHaJIbIIeB, VM NTOYeYHbI CMHAPOM DaHKOHM, CONMPOBOXKAAETCA
yBe/IYeHreM 9KCKPeL ¢ MOYOii 6MKapOOHATOB, AMIHOKICIOT,
IJIIOKO3BI, pocdopa, HaTpys, Kasmvisl, Ka/IbLVis, MOYEBOJT KICTIOTB,
KOTOpbIe peabcopOMpYIOTCs B 3TOM OT/e/e KaHa/IbLIEBOTO alllia-
pata [27]. Y meTeit OCHOBHOI IpUUMHOI cuHApoMa QaHKOHM SIB-
nsteTcsl HeppomaTnIecKuil MCTUHO3, 6oree penkumu — 6071e3Hb
Bunbcona-KoHoBaioBa, Hac/eCTBeHHAsA TUPO3MHEMNsA, HAC/IeNI-
CTBEHHas HEIIEPEHOCUMOCTD (PPYKTO3BI, TaaKTO3eMust 1-ro Tuma
u cunppom Oankonn-brkkerns. IIpu aTrx 3a6omeBaHMsAX IPOKC-
XOJIUT BHYTPUKIIETOYHOE HAKOIUIEHME Pas/IMIHbIX BelecTB (In-
CTMHa, MeM, TUPO3WHA, (PPYKTO3BL, FA/IAKTO3BI U [IMKOTEHA), KO-
TOpbIe OKa3bIBaIOT TOKCMYECKOE IEJICTBIE Ha K/IETKM KaHa/IbLIeB.

Cunppombl bapTrepa u IntenbMaHa XapaKTepusyoTCA pas-
BUTMEM TUIIOKAIMEMUIECKOrO MeTabOMMYecKOro ajkaao3a B
pesynbTaTe HapyLIeHNs TPAHCIIOPTA HATPMs, Ka/luA U XTOPU/IOB
B net1e [eHste u fucTambHBIX KaHanblax [28]. K aucranbHbiM Ty-
OyIomaTAM OTHOCAT TaKoKe AMCTAJIbHBIN MMOYEYHBI TyOyIap-
HBII1 aniu/i03 1-ro TuIa, NCeBAOTUIIEPaTbIOCTEPOHU3M, CUHIPOM
JIupa, HepOTreHHBIT HecaxapHbIii HuabeT 1 Ap.

MopaxeHue novek npu MeTaboAMHECKMX

3a00A€BaHUAX

ITopakeHne MOYeK 4YacCTO BCTPEYAeTCA IMpPY JIM30COMHBIX
6onesnsax HakomeHns (6omesuu Pabpu, UMCTUHO3E) U JPYIUX
3a607IeBaHIAX, COMMPOBOXAAIOIINXCA OTIOXKEHIEM B TKaHAX pas-
JIMYHBIX BEIECTB, BHIBIBAIONINX HapylleHVe GYHKIMM OYeK 1
APYTUX OPTaHoOB.

BonesHp ®abpu obycnopneHa MyTaipsamu reda GLA, pacro-
JIOXKEHHOTO Ha X-XpOMOCOMe, KOTOpbIe IIPYMBOMAT K CHIDKEHNIO
VI TIOTHOMY OTCYTCTBUIO aKTMBHOCTH JIM30COMHOTO (hepMeH-
Ta O-TaTaKTO3MAA3bl A ¥ HAKOIUIEHMIO [IMKOC(UHTONUITAIOB B
KJIeTKaX pasIn4HbIX TKaHeit. IlepBble cummToMbI 60mesHn Pabpu,
TaKMe Kak Hejfporarudeckas 607b (akporapecTesiit), aHIMOKe-
PAaTOMBI M CHIDKEHHOE IIOTOOT/ETIeHNe, TIOABIAITCA B IETCKOM
WM TIOAPOCTKOBOM BO3pacTe (XOTSA MOIYT M OTCYTCTBOBATb), a
HOpaKeHMe II0YeK, CepAlia ¥ TOTOBHOTO MO3Ia Pa3sBUBAETCA B
crapiueM BospacTe (20-40 et 1 6o7ee). Y My>kunH 3aboeBaHme
XapakTepusyeTcs 6o/ee TAKEbIM TeUEHMEM, YeM Y JKeHIIVH, 3a
cuer X-CIieIIeHHOro Tuma HacnenoBarus [29]. Ilpusuaku Hedpo-
maryy py 6onesiy Pabpy BKMOYAIOT B cebs HEOOMBLIYIO TIPO-
TEUHYPHUIO, OOBIYHO He [JOCTUTAIOLIYI0 He(POTUIECKOTO YPOBH,
U TOCTeNeHHOe YXy/lleHue (QYHKLIMU TMOYeK, KOTOPOe MOXKET
noTpebOBaTh 3aMECTUTENBHOI IOYeYHON Tepamuy. Ilpexnona-
ratb 6omesHbp Pabpy y marmeHToB ¢ Hedpporaruet HEsICHOTO re-
Hesa C/IefyeT IIpM HaM4MM CeMEITHOrO aHaMHe3a, CUCTEMHOCTH
HOpaXeHNA BHYTPEHHUX OPraHOB Y TUIIMYHBIX PAHHUX CUMIITO-
MoB. [Ins1 auarHocTuku 6omesHu Pabpy M3MepsIOT aKTUBHOCTD
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Q-Ta/IaKTO3MAa3bl A (y MY>KUMH) M I7I000TPUA03UICUHTO3MHA
B BBLICYIIEHHBIX KAI/LIX KPOBM M IIPOBOAAT MOJIEKY/IAPHO-TEHe-
THYECKOe JCCefoBaHue. Pe3ynbTaTbl TMCTOMOTMYIECKOTO MCCTIe-
IOBaHNMsI OMONTaTa MOYKM YacTO HecreuuduyHble, a Il MOA-
TBEpXIEHMS [IMarHo3a TpebyeTcs SMeKTPOHHAS MMKPOCKOINSA
006pasLoB TKaHU, I03BO/AIONIAsA BBIABUTD TUIIMYHBIE 3€0POBI-
Hble BK/II0UeH:. O eKTVBHBIM METOfiaMMU PaHHel AUaTHOCTUKA
3a607meBaHNs SIB/SIIOTCS CEMENHbII CKPVHUHE, T.e. 00CTIejOBaHye
POICTBEHHVKOB HPOOAH/A, I CKPMHUHT B «TPYIIIAX PYCKa», Ha-
IpyUMep Cpeay TIAIVeHTOB, IIOMYYAIOIMX 3aMeCTUTENbHYIO I0-
YeYHYI0 Tepaluio, MALMEHTOB C TUIePTPO(IIEcKoil KapAuoMu-
oIaTMel ¥ MHCYNIBTOM, PasBUBLIMMCA B MOJIOFIOM Bo3pacte. IIpu
6ome3ny Oabpyu POBOAST HePMEHTO3aMECTUTENBHYIO TEPATINIO
PEKOMOMHAHTHBIMM IIpeIapaTaMy a-TaJIaKTO3MAA3bl A, KOTOpas
B KOHTPOJIMPYEMBbIX 1 HEKOHTPO/IMPYEMBIX MCCTIeTOBAHUAX BbI3bI-
BaJIa yMeHbIIIeHIe HeJIpOIaTIYecKoil 607, 3afiep>KiBasa pa3By-
Te TIOYEYHO} HeJJOCTATOYHOCTY U yBe/MTdeHye MacChl MIOKapyia
TIeBOTO XKETTyZIOUKa, Y/TydIlaza IIoKa3aTe/my KadyecTBa XU3HM U C-
Xopipl 3a6onnesanus [30].

ITpyanHOI HepOMATUIECKOTO LVICTMHO3a ABJIAIOTCA MyTa-
i reHa CTNS 1 euImT TpaHCIOPTHOTO OefKa LVICTVHO3MHA,
KOTOPBII BBI3bIBA€T HAKOIIEHVIe KPYCTA/IOB IVICTYHA B /IN30CO-
MaxX KJIeTOK II04eK U ipyrux opraHos [31]. IlopaxeHne noyex mpu
IIVICTUHO3€ IPOAB/AETCA CUHPOoMoM DaHKOHM, Pa3BMBAIOIIMCS
B TIepBbIe TO/IbI JKM3HI, U IPOTPEeCCUPYIOIIeil MOYeTHON HeoCTa-
TOYHOCTBIO. B Bospacre 8-14 jeT NpaKTUYecKu BCEM MaLeHTaM
TpebyeTcs 3aMeCTUTeTbHAA IT0YeYHas Tepanus. TUIMYHOe BHeIo-
YyeyHoe IPOsIB/IeHNE IIMCTIHO3A — OT/I0XKEHNE KPUCTATITIOB IIUCTH-
Ha B POTOBIIIE, KOTOPOE MOXKET COIIPOBOXKAATHCS CBETOOOS3HBIO.
OTOT NpU3HAK ONpEMENAETCA Y BCEX MAIVEHTOB I MMeeT BaXKHOe
IMAarHOCTMYeCKOe 3HaueHMe. B crapiueM BospacTe pasBUBAIOTCA
IpyTue CUCTeMHble MPOSAB/IEHNA IIMCTUHO3A, TaKMe KaK IMIOTH-
Peos, caxapHblii yabeT, TMIOrOHaAM3M (Y MY>KUMH), MUOHATISA C
HOpaKeH)eM MBI KOHEYHOCTEN! Y AbIXaTeTbHBIX MBIIIIT, HEBPO-
JIOTMIeCKMe PacCTpoiicTBa. sl HONTBepXK/eHNs MarHo3a Hed-
POIATMYECKOTO LYCTUHO3a M3MEPSIOT KOHIEHTPAIMIO LIMCTHHA
B JICHTKOLINTAX M POBOJAT MOJIEKY/IAPHO-TEHETIIECKOe MCCIIENo-
BaHue. OCHOBHOJ METOJ| IIaTOTEHETUYECKOI Tepaluy — IpUMe-
HeHMe LIUCTeaMHHa OuTapTpara, KOTOPbI BBI3BIBAET BHIBEICHUE
LIMCTHHA U3 JIN30COM KJIETOK M MPEXyNpEkKIaeT AaJIbHEMIIEE ero
HaxorieHye. 1{ucTeaMiH paciueriseT UCTHH Ha JIBE MONEKYIIbI
IIUCTENHA U COENMHAETCS C OHON M3 HHMX C TOMOIIBIO JIUCYIb-
¢umHOTO MOCTHKA. [{icTerH 1 0Opa3yrOIIHIicsS KOMITIEKC IHCTe-
UHA U LMacTeaMHHa HE HY)KIAIOTCS B LIMTO3MHE JUIS BBIXOHA M3
mm30coM. JIedeHne IyICTeaMITHOM IT03BOJIAET 3afiepKaTh PasBUTIE
TEPMUHAIIBHOM XPOHMYECKONM II0YEYHOM HEJOCTaTOYHOCTM 1
BHETIOYeYHbIX [IPOSIBIEHNIT [IUCTHHO3A [32].

IlepBuyHas okcamypusa — IPyIIa ayTOCOMHO-PeeCCUBHBIX
3a607IeBaHMIl, XapaKTEPU3YIOLIMXCS yBEMUYEHNEM IPORYK-
LMY OKCazaTa, KOTOPBIiI 00pasyeTcs B IIeYeHN U3 ITMOKCU/IaTa
U BeIBOAUTCA mMoukamu. OKcamaT 06pasyeT KpUCTA/UIBI C Kallb-
I[YIeM B MOYEYHBIX KaHA/bIIAX, YTO NMPUBOAUT K PasBUTHIO TY-
Oy/IOMHTepCTULMATIBPHOTO BOCHa/eHus, HedpomuTnasa w/vim
He(pOKa/IbI[VIHO3A 1 HMPOTPeCcCUPYIOLIEll XPOHIYIECKO Moded-
HOJT HeOCTaTOYHOCTH. IIpy CHIDKEHMN CKOPOCTH KTy 6OUKOBOII
¢unbrparym MeHee 30-40 mM1/MuH/1,73 M? OKcaaT HaKaIIMBa-
eTCA B Pa3NMIHbIX TKaHAX, BKTIOYasA KOCTH, CepfiIle, COCYHbI, He-
pBblI 1 r1asa [33]. I[IpenmnonaraTs IepBUYHYIO ITUIEPOKCATYPHIO Y
ZeTeit ¥ B3POC/IBIX CTIEAYeT Py HamM4uy HeppomuTuasa u/vin
HeppOKaIbIHO3a, 0COOEHHO CONPOBOKAAOIIUXCS IPOrPeCCu-
pyommMm yxypuenneM QyHKIym rnodek. CKpUHIHIOBBIM TECTOM
y HallMeHTOB C HOPMA/IbHOM (YHKIIMElT I04eK WM yMEpPeHHBIM
ee CHIDKeHHeM (XpoHmdeckass Oonme3Hb modek 1-3-if cTapym)
ABJIAETCS OIpefie/ieHNe SKCKpeln oKcanaTa ¢ Moyoii. IIpu Ha-
JMUMY HEOOBSCHUMOI TUIIEPOKCATYPUM IIOKA3aHO MOJIEKy-
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JISIpHO-TeHeTM4ecKoe MccnenoBanye. KoncepBaTuBHas Tepamms
HIePBMYHOI TUIIEPOKCATyPUH HpefIonaraeT rugparanmio (3,5-
4 71/cyTy B3pOCTbIX ¥ 2-3 11/M? — Y JieTell) ¥ IpyeM Ka/IusA IUTpa-
ta (0,1-0,15 1/kr). ¥ 4acTy manMeHToB ¢ TUIepoKcamypueil 1-ro
ima s exTrBen BuTamuH B . [/ neveHns nepBIUdHOI rumep-
OKCaTypuu 1-To THIa HeflaBHO OBOOpEH TyMacupaH, MHIMOUpy-
fomnit marpuunyo PHK rena rugpokcukucion okcupnassel 1, ko-
IMPYIOLIETO ITIMKONATOKCUAA3Y, ¥ YMEHbUIAIOMNI CoflepKaHue
JOCTYITHOTO ITIMOKCHJIATa B IIedeHn [34].

[MopaskeHue MoYeK, IPOABIIAIOLIeeCs] HAPACTAIOMIel IIPOTeN-
HypHMeit, HepOTUYECKUM CUHAPOMOM U IIPOTPeCcCUpYIoLLet Xpo-
HIYECKOJ1 ITI0YeYHOI! HelOCTaTOYHOCTBIO, — 9TO Befyllee IPOsIB-
nenue AA-aMmIongo3a, KOTOPBIL caM 110 cebe He OTHOCUTCS K
HAC/IE[ICTBEHHBIM 3a00/IeBaHISIM, HO MOXET OC/IOXHUTD PefiKue
MOHOTeHHbIE ayTOBOCIIA/INTE/IbHbIE 3a00/IeBaHNA, B TOM 4UCIIE
HepyopIIecKyto 60me3Hb (CeMeHYI0 CPefn3eMHOMOPCKYIO JIN-
XOPafIKy), KPVOIVIPUH-aCCOLMPOBAHHBII IIEPUORNYECKIUIT CUH-
IpOM, TIEPUOBUYECKII CUHPOM, aCCOLMMPOBaHHbIN C My Taliy-
eit perjenitopa gakTopa Hekposa omyxomu (TRAPS), n cungpom
HEJIOCTATOYHOCTM  MeBaJIOHATKVHA3bI/TUIIePYMMYHOITIOOY N -
nHemuto D (HIDS/MKD) (35, 36]. HacrencTBeHHBIM BapiaHTOM
ammyonposa sisiercss AT TR-amumonso3, 06yCclIoB/IEHHBI My-
tanuAmMK reHa TTR, KOLUPYIOIIETo CUHTe3 TPaHCTUPETHHA, KO-
TOPBIiT BBIIOHsIET QYHKLIMM TPAHCIOPTHOTO Ge/IKa TMPOKCUHA
n ButamyHa A. OcHoBHble npossnenusa ATTR-ammionpgosa —
HIOpakKeHMe CepfLia U epudepyueckoii HepBHOI cUCTeMBl (Ipo-
Tpeccupyolias CUMMeTPUYHasA [UCTA/TbHAS MOMMHEBPOIATIA),
OffHAKO y 4YacTy GONBHBIX HAOMIOAETCS U IOpaKeHMe IMOYeK.
It nevennss ATTR-ammmongosa npuMeHsIoT TadaMupyc, Ko-
TODBIII CBSISBIBAETCA C TPAHCTUPETMHOM, CTAOWIM3UPYET ero
YeTBEePTUYHYIO CTPYKTYPY U IPEMATCTBYeT 0OPa3soBaHNIO aMU-
JIOUJJOTeHHBIX MOHOMePOB [37], B TO BpeMA KaK /I IMpoduIaK-
TUKM TIPOTPeccUpoBannsa AA-aMuionosa KiodeBoe sHaueHue
MMeeT NOofiaBJIeHle BOCTIa/IeHVs. Y TAIMeHTOB C IIepHOAIIecKOit
6071e3HBIO /IS ATON Lie/U IIPUMEHSIOT KOIXMIVH, a TIPY €TO He-
a¢dexTrBHOCTN — MHIMOUTOPBI MHTepreiiKyHa-1 (KaHaKMHY-
Mab, aHakuHpa). [Tocnegune 3¢ GeKTNBHBL 1 IIPK APYTUX CeMeli-
HBIX IIePUOANYECKIX TNXOPaTKaX.

ATHIMUYHBINA FTeMOAHUTHUKO-YPEMHUYECKUI CUHAPOM

ConpoBoX/amuiicss HEKOHTPOMPYEMOIL aKTUBALIMEN KOM-
IIEMEHTA BCIEACTBIIE My TALlMIL FeHOB PEry/IITOPHBIX O€/TKOB NI
KOMIIOHEHTOB KoMIUleMeHTa al'YC sB/sieTcs OGHON M3 IPUYINMH
HepBUYHOI TPOMOOTIMYECKOi MUKpoaHruomarym. IlocrmenHsas
XapaKTepusyeTcsl MOBpeX[EHNeM SHAOTeMsI U 006pasoBaHueM
TPOMOOB B COCY[aX MUKPOLMPKY/IATOPHOTO PYC/Ia PasiIMYHbIX
OpraHoB, HMpeXie Bcero movek [38]. Knunudeckue mposBieHns
TPOMOOTUYECKOI MUKPOAHTMOMATIY BKIIOYAIOT B cebs1 0CTpoe
TIOBPEXIEHNE IIOYEK, TpOM6OLH/ITOHeHI/IIO VI MVKpOAHTIOIIaTI€eC-
KyI0 TeMO/IMTUYECKYI0 AaHEMMIO, Pa3BUBAIOLIYIOCA B Pe3y/IbTare
MeXaHM4ecKoro remonusa apurpouutoB (Kymbc-HeratvBHas)
U COIPOBOXKJAIOIIYIOCS IIOBBIIIEHNEM aKTMBHOCTM JIAKTaT/e-
rupporeHassl. [Tomrmo nodex mpy al'YC nopaxarorcs u gpyrue
OpraHbl, B TOM 4ICTIe CepALie, TOMIOBHOI MO3T, jterkue [39]. My-
TaI[UM TEHOB, PEryIMPYIOIUX (YHKINIO CUCTEMBI KOMIUIEMEH-
Ta, 06HapyxuBaioT y 40-60% marmenTos ¢ al'YC. A nedeHns
al'YC nommmo 1m1asMoo6MeHa IPUMEHSAIOT 9KYIU3yMab — MOHO-
K/IOHa/IbHO€ aHTUTETIO, B3anMopelicTBytoiee ¢ C5 KOMIIOHEHTOM
KOMIUIEMEHTa U OJIoKupyoliee 06pa3oBaHue aHaUIOTOKCHHA
C5a 1 MeMOpaHOATaKyIOLIero KOMIUIEKCa. B KImMHMYecknx mc-
C/IElOBaHNAX JIeYeHNe SKYIM3yMaOOM 3HAYMTETbHO CHIDKAIIO
HOTpe6HOCTb B reMonann3e iy TpaHCIUDIaHTaluy ITOYKM Yy I1a-
uueHToB ¢ al'YC, B ToM 4uc/Ie y>ke HadaBIUMX 3aMeCTUTEbHYIO
HIOYEYHYIO TePaMNuIo, a JYINTeIbHOE IPMMeHEeHNe STOTO IpenapaTa
II03BOISIO M30€XKaTh PELMANBOB 3a00/IeBaHMA.
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EDITORIAL ARTICLE

MeToAbI AMAarHOCTUKHM HACAEACTBEHHbIX

Hedpponatuit

IIpenmonarars HaCleHCTBEHHBI FeHe3 He(POIATIH B IIEPBYIO
odepenb CIefyeT IpH IOSBEHNI IPU3HAKOB MOPAXKEHNS TOYeK
B J€TCKOM, ITOJPOCTKOBOM WM/IY MOJIOZIOM BO3PAcTe, XOTsI HeKOTO-
pble TeHeTHdeckue 3a60/IeBaHNs MOTYT MPOSBUTBCA B CTapleM
WM TaKe TIOKUIOM Bo3pacte (Harpumep, 6onesnp Pabpy, ayTo-
COMHO-JJOMVHAHTHasI TYOy/IOMHTePCTUIMATIbHASL GO/Ie3HDb MOYeK,
ayTOCOMHO-JJOMMHAHTHAsI O/MKICTO3HAs 60/Ie3Hb [IOYEK 1 Jp.).
3anono3puTh HaCTeICTBEHHbII XapaKTep MOPaXeHNs IOYeK B Ya-
CTM CJTy4aeB MO3BO/ISIET M3yUeHMe CEMEITHOTO aHAMHe3a, XOTS €ro
Ha/IM4Me 3aBUCUT OT Tuma HacnenoBauus [40]. ITpu HeKOTOPBIX
HAaC/IeICTBEHHBIX 3a00/IeBaHNAX OOC/IeNOBaHMe PONCTBEHHUKOB
npobaHza sABseTcss Hanbomee 3¢ PpeKTUBHBIM METONOM JIMarHoO-
crvku. Hanpumep, B poCCHitckoit monyysinmm y 2/3 malueHToB ¢
60resnpio Pabpy AMAaTHO3 YCTAHOB/IEH B Pe3y/IbTATe CEMEITHOTO
CKPVHMHTA, TIPUYEeM TIaTOTeHHble MyTaryy reda GLA BblsBIIEHbI
IpUMepHO y 1/2 moreHIuanbHbIX X Hocureneir [41]. Baxwoe
AVarHOCTIMYeCKOe 3HaYeHNe VIMeeT ¥ aHA/IN3 BHEIIOYEYHbIX IIPO-
SIBJIEHWIL, KOTOpble MOTYT HAOJIOfAThCs TP HACTECTBEHHBIX
3ab07eBaHIsX, HAIpUMep DIyXOTa IPYM CUHApOMe AJIBIOpTa,
HejfiponaTuyecKkasi 60/b, aHIMOKePAaTOMBbI M BUXPEBM/iHAA Kepa-
tomnarys pu 6omesHn Pabpu, OTIOKeHNEe KPUCTA/IIOB LICTHA B
porosuiie py HepOIATIIECKOM LIMCTUHO3E, IIOfiarpa IpH ayTo-
COMHO-[JOMVHAHTHOJ TYOY/IOMHTePCTUIMATIBHOI O0/Ie3HM MOYEK.

Ilpu HaceNCTBEeHHBIX He(PONATUAX, CONPOBOKIAOLIMXCH
HOpaKeHNeM KIIyOOIKOB M/UM TYOYIOMHTEPCTULS, TPOBOAST
OMOIICKIO TIOYKY, KOTOpast HeoOXofMMa Il VICK/TIIodeHus: 6oree
PacIpoCTpaHEeHHbIX BapMaHTOB [OPAXEHMS MOYEK, IIPeXx/e Bee-
ro rioMepynoHedpuTa. Heo6x0amMMo yInThIBaTh BO3MOXKHYIO He-
crenn(IIHOCTD Pe3y/IbTAaTOB CBETOBOI MUKPOCKOIIUY ITIOYEYHO-
ro 6uomnTara 1 HeOOXOMMOCTb B TIEKTPOHHOI MUKPOCKOIIY J/IsT
YCTaHOBJIEHNsI TOYHOTO AMArHo3a. [IJis IMarHOCTUKY HEKOTOPBIX
HaC/Ie[ICTBEHHbIX 3a00/IeBaHMIA C ITOPaXKeHJeM IIOYeK MOTYT ObITh
VICTIO/Ib30BAHbI GMOXVMMITYECKIEe TECTHI, HALIPUMeEp OIperieieHyte
COfiep>KaHMs LMCTVHA B JIEVMKOLUTAX IIPYU He(hPOIATIIeCKOM L{y-
CTHMHO3e€, 9KCKPELJI OKCajIaTa C MO0t [P IIePBITIHOI TUIIEPOK-
CayTypum Wi KOHLeHTpanun rmoborpuaosuicunrosuna (Lyso-
GL3) B BBICYIIEHHBIX NATHAX KpoBu mpu Oonesuu Pabpu. [na
HOATBEP)XKIEHNS [MarHo3a HeOOXONMMO MOJIEKY/ISIPHO-TeHeTH-
YecKoe MCC/IeOBaHMe C IIe/IbI0 BISB/ICHNMS [IATOT€HHBIX BapUaH-
TOB COOTBETCTBYIOLMX IeHOB. [Ipyt HEKOTOPBIX HAC/IECTBEHHBIX
HepOIaTHsX CO CXOAHBIM (PeHOTUIIOM (HanpuMep, MOTIMKICTO3
HOYeK WM CTEPOMFOPE3UCTEHTHBII HePPOTUUECKIIT CUHEPOM)
BO3MO>KHO OIIpefie/IeHyie My Talii HAOOpoB (T1aHerIell) FeHOB.

3akAloueHue
B paMKax >KypHa/IbHOI CTaTbhy HEBO3MOXKHO IIOFPOOHO pac-
CMOTpeTI) JECATKN HAC/IE€ACTBEHHDBIX Sa6OIIeBaHI/H71, HOpa)KaIOIJ_U/IX

nouku. Lesp gaHHOI IyO/IMKaIy — pUB/IeYb BHUMAaHNUE Hedpo-
JIOTOB U IPYTUX Bpadeli K IpobyeMe peaKix 3a60/IeBaHMIt, AUArHO-
CTMKA KOTOPBIX MIMeeT 3HadeHye He TO/bKO IS [TALeHTa, HO U €70
POZICTBEHHUKOB, YYUTBIBast BO3MOXXHOCTb BbIAB/IEHNS APYIUX CIIy-
vaeB 6ore3Hn B ceMbe. HeoOX0MO yUUTHIBATD 1 IIPOJO/DKAIOLILY-
10Cs pa3paboTKy Op¢aHHbBIX MPernapaToB, IPeIHASHAYCHHbIX A/
JIleYeHVsT PasTYHBIX PEIKMX 3a00/IEBaHMIT C TIOPKEHNEM MOUeK.
ITpumepamyt Takux 3a60/IeBaHMIT, TATOTEHETIYECKAsT TepaIsi KO-
TOPBIX Y>Ke JOCTYIIHa, SIB/IIoTCs 6ore3np Pabpu (arancnmasa o u
arazcnpasa ), MCTUHO3 (LMCTeaMyH), IePBUYHAs TUIIEPOKCAITY-
pust 1-ro tma (mymacupat), al'YC (aky/msyma6), ay TOCOMHO-70-
MMHAHTHas TIO/IVIKVMCTO3Hast 60/e3Hb moyek (ToBamraH). Hacen-
CTBeHHble He(ppOIATUN B IIEPBYIO OYEPelb IPENIIONATAIOT HpU
HOSIB/ICHNUN [TPU3HAKOB MOPAXXEHs TOY€EK B JETCKOM I/IV MOTIOZIOM
BO3pacTe, 0COOEHHO TPV HA/IMYMY CEMETHOTO aHaMHe3a, OHAKO
HEeKOTOpble TeHeTH4YecKue 3a60/1eBaHIs1 IPOSIB/LIIOTCS B CTapliieM
BO3pacTe, a ipyrye Crydan 60/Me3HN B CeMbe MOIYT OTCYTCTBOBATD,
HPeX/ie BCEro IpY ay TOCOMHO-PELIeCCUBHOM THUIIE HACTE[OBAHILL.
B HEKOTOPBIX CTy4Yasx BaXKHOE AMArHOCTIYECKOe 3HAYeHNE VIMEIOT
BHEIIOUeYHble [IPOsIB/IEHNs 3a007IeBaHNISI WM Pe3Y/IbTaThl JOCTYII-
HBIX CKPVHMHIOBBIX TeCTOB. [ljis1 60/Iee 4acToro pacrosHaBaHMs
PenKMX Hac/IefCTBEHHbIX Hepomarnii HeOOXOAMMO MOBBILIEHIE
JOCTYIIHOCTY FeHeTVYECKIX TECTOB, TaK Kak HudQepeHInpoBaTh
MHOT¥e Hac/Ie[ICTBEHHbIe OO/Ie3HM IIOYEK CO CXOHBIM (PeHOTHUIIOM
Ha OCHOBAHMJ OCOOEHHOCTEN K/IMHIYECKOI KapTHHBI U 1abopa-
TOPHBIX [IPOSIB/ICHNIT 9ACTO C/IOXKHO WIM HEBO3MOXKHO.

PackpbiTiie HHTEPECOB. ABTOPbI AEKIapUPYIOT OTCYTCTBIE
SIBHBIX ¥ IOTEHIIMATbHBIX KOH(IVKTOB MHTEPECOB, CBSI3AHHBIX C
ny6}1m<aume171 HACTOSIIIEN CTaThI.
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