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CuHapom lepctmanna-lLITpayccnepa-LlieiHkepa
c (heHOTMNOM PaHHEH cnuHouepedbennaApHON aTakCcuu

Hyxubiii E.I1., Aopambruesa H.1O., ®enorosa E.1O., Mnnapuomkun C.H.
DI'BHY «Hayunviii yenmp Hesponoeuu», Mockea
Poccus, 125367, Mockea, Boaokosamckoe wocce, 80

B cmamve npusedeno onucanue cemeiinoco cay4uas peoko2o Hacae0CmeeHH020 NPUOHHO20 3a0oneeanus — cundpoma lepcmmanna—Illlmpaycc-
saepa—Illeiinkepa ¢ eepuchuyuposannoii mymayueii p.P102L 6 eene npuonnoeo 6eaka PRNP. Knunuueckas kapmuna Ovina npedcmaenena
npoepeccupyroueil Mo3uceuK08oil amaxcueil, NUPamMuUOHbIM CUHOPOMOM, OYAbOAPHBIMU HAPYWEHUAMU U NOAUHeBPONnamueil, Ymo no3604uN0
VCMAaHo8UMb npeodsapumenbHolii OUAeHO3 «aymocoMHO-00MUHAHMHAS CRUHOUepebeltapHas amakcus». B danvueliwem okonuamensholii du-
a2Ho3 ObLn 8epUPUUUPOBAH € UCNONb308AHUEM MEXHOAORUU MACCO8020 NAPANNEAbHO20 CeKeeHUuposanus. OcobeHHOCmAMU OaHHO20 Habade-
HUsL A6AAIOMCA 8apuabenbiblil 603pacm O0ebroma é npedesax 00HOU cembll, 8 MOM YUCAe HeOObIMHO PAHHULL 03PACM HAYAAA 3A004€6aHUS
y npodanda (25 anem), omcymemeue KOCHUMUBHbIX HAPYULCHULL, a MAKICe NAMOA0UECKUX USMEHEHUL npU NPO6e0eHUU 31eKmposHyedano-
epaguu U MasHUMHO-PE30HAHCHOU momoepaghuu 201061020 Mo3zea. Qbcyicoaemes 603MONCHAS MOOUDPUUUPYIOUAS POAb ROAUMOPPUIMA 8 KO-
done 129 cena PRNP (129Val) é gpopmuposanuu gpernomuna 3a601e8aHus, aHaru3upyomes 0Co0eHHOCmU KAUHUYECKOl KapmuHsl U Memoooe
duaeHoCMUKU 0AHHO20 CUHOPOMA.
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Gerstmann—Striussler—Scheinker syndrome with early-onset spinocerebellar ataxia phenotype
Nuzhnyi E.P., Abramycheva N.Yu., Fedotova E.Yu., Illarioshkin S.N.
Research Center of Neurology, Moscow
80, Volokolamskoe shosse, Moscow 125367, Russia

The article presents a description of the family case of rare hereditary prion disease — Gerstmann—Striussler—Scheinker syndrome with a ver-
ified p.P102L mutation in the PRNP gene. The clinical picture was represented by progressive cerebellar ataxia, pyramidal signs, bulbar syn-
drome, and neuropathy, which made it possible to establish a preliminary diagnosis of autosomal dominant spinocerebellar ataxia.
Subsequently, the final diagnosis was verified using the massive parallel sequencing technology. The features of this observation are the variable
age of onset within the family, with the unusually early age of the disease onset in the proband (age of 25 years), the absence of cognitive impair-
ment, as well as the absence of pathological changes in the electroencephalography and brain MRI study. The possible modifying role of poly-
morphism in codon 129 of the PRNP gene (129Val) in the disease phenotype formation, as well as the clinical findings and diagnostic methods
of this syndrome are discussed.
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CuHIpom Tepctmanna— I rpayccnepa—Illeiitnkepa Ha JeiuuH B 102-M MOJOXEHUU MOAUNMENTUAHON LIenu

(CI'LUILI; OMIM 137440) — kpaitHe peakoe dataibHOE HEHPO-
JereHepaTuBHOE 3a00JieBaHUE C ayTOCOMHO-IOMUHAHTHBIM TH-
TIOM HacleIoBaHUsI, OTHOCSILEECS] K TPYIe HAcAeICTBEHHBIX
TIPUOHHBIX 3aboneBaHuii. PacueTHasi pacipocTpaHEHHOCTh CO-
crapisier 1—10 cmygaeB Ha 100 MJTH HacelneHUSI, CPequ OPYTUX
npuoHHbIX 60se3Heit CIIULL 3anmmaet mpomexxyTouyHoe Mec-
TO MexXJy OoJiee pacrpocTpaHeHHO# 0oJie3Hbo KpelTiidenb-
ta—fko6a (bKS) u 6onee peakoii dataibHOIl cemeiiHO Oec-
coHHuLel [1, 2].

[Mpuunnoit CTLLLI siBasitoTcst MyTalMu B FeHe MPUOHHO-
ro 6enka PRNP, nHanboJjiee yactasi MyTalMsl — 3aMeHa MpoJIMHA
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(p.P102L) [3].

Knunnueckast kapruna CI'HIL B kitaccuueckKoM Bapu-
aHTe IPeICTaB/sIeT COOO0M IMPOrpecCUPYIOLIYI0 MO3KEUKOBYIO
ATAKCHUIO C HA4YaJIOM Ha YETBEPTOM-IISATON JAeKaae KU3HU, O/~
HAKO OTMeYaeTcs 3HAuYuTeslbHash BapuaOelbHOCTh BO3pacTa
nebroTa U KIMHUYECKNX TTPOSBIICHUIN Jaxke B IIpeesiax OJqHOMI
cembu [4]. [To Mmepe pazBuTHUS 3a001€BaHUS TIPUCOEIUHSIIOTCS
KOTHUTUBHBIC HapylIeHUs (IeMEHIIUs), TUPaMUIHBIA CUH-
IpOM, TOJMHEeBpoIaTus (rumopediekcusi, aMuoTpodumn,
HeBpomaThuieckue 00n), pexe HaOMI0JAlOTCs SMUJISITHYE-
CKUe TIPUCTYIIBI, XOPeoaTeTO3, MUOKIIOHYC. MenraHa mpooi-
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KUTEJIBbHOCTU KU3HU TTOC/e Havyaja 3a001eBaHUsI COCTABIISIET
7 NeT, 4TO AOJIbIIE, YEM TPU APYTUX MPUOHHBIX Oosie3HsX [3].
Tem He mMenee nmporHo3 npu CI'HIIII kpaitHe HeGaaronpusi-
TEH, a MaTOoTeHeTUYecKas Tepamnus 10 HACTOSIIEr0 BpEMEHU
He pa3paboTaHa.

[IpeacraBnsiem onucanue cemeitHoro ciydast CILLIT
C KJIMHUYECKON KapTMHOW MPOTrpecCUpyrolieii ayTocCOMHO-10-
MUWHaHTHO# crinHouepebesusipHoit atakcuu (CLA). [ToayyeHo
MUCbMEHHOE coIlache TallMeHTa Ha IPOBEeIEeHHUE MCCIea0Ba-
HUsS, 00pabOTKY M TIpeACTaBICHUE TTOTyYeHHBIX JTaHHBIX.

Ilayuenm E., 29 asem, uneyu, eocnumanusuposar ¢ Hayu-
HblUl YeHmp HeepoaocUU ¢ JHcanodbamu Ha Heeo3MOICHOCHb Camo-
CMOAMENbHO X00UMb, CIMOSMb U cudems 6e3 onopwl, OUCKOOPOUHA-
yuro 8 pykax, noxyodamue KoHeyHocmell, crabocmy @ Ho2ax, Hevem-
Kocmb peuu, honepxusanue.

C 25 nem ommeuaiomces HeYKAOHHO Npo2peccupyiow,as He-
ycmoiiugocms npu xoovbe, caabocms u noxyodaumue Mulull Hoe.
C 27 nem nepedeueaemcs 6 Koascke, ¢ 28 nem yxyduiuaacs petwv,
nos8UA0CH NONepXUsanue npu eA0MaHuu JHCUOKOU NUUU.

Cemelinblii aHamHe3 omsoujeH: aHanroeu4Hvle KAuHu4ecKue
nposieaenus Habardanuce y 08yx cmapuiux o6pamoes (I11:2 u 111:3,
3aboneau 6 24 eoda u 25 aem, ymepau ¢ 35 u 36 aem coomeemcm-
eenno), mamepu (11:2, 3ab6orena 6 49 sem, ymepaa 6 54 eoda), 6pa-
ma u cecmpwvt mamepu (11:4, 11:5), a maxxce y deda (1:2) no aunuu
mamepu (CM. pUCYHOK).

Conymcmeytowue 3abonesanus ompuyaem. B comamuue-
cKkom cmamyce — 6e3 ocobeHHoCmell.

B Hesponoeuueckom cmamyce onpedeasiauce 08yCmopoOHHULL
Muopuas, npepuigucmoie MeoAeHHble 0BUIICEHUs 2Aa3 C eunepmem-
pueil caKkkao, 8vipalcenHas Ou3apmpus U snu3oouteckas oucgazus
€ HUBKUM 210MOYHbIM peghrekcom. H3bik no cpedneil aunuu, ¢ Kpa-
eeoll eunompoguetl. Ymeperuvlii NPOKCUMAAbHBLI HUNICHUI hapa-
napes; 6 pykax u cmonax cuaa coxpanena. Muiuweunwiii moHyc yme-
DEHHO NOBbIUEeH 8 PYKAX N0 CMeUWlaHHOMYy muny (naacmuueckuil,
cnacmuueckuii), 8 Hoeax — epyoblil cnacmuueckuii eunepmonyc.
Ihy6okue pegaekcol odcusnensl, ¢ pacutupeHuem peghrexcoeeHHbx
301, D=S, kaonycol cmon. Ilamonoeuneckue cmontbvle u Kucmegvle
sHaku. Juggysnvie mvluieunbvlie 2unompoghuu, npeumyu,ecmeeHHo
muluy, Hoe. Ipybas cmamuko-a0KomMomopHas u OUHAMUHECKAs
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MO3JICEUK08AA AMAKCUs: KOOPOUHAMOPHble NpoObl BbINOAHAEM
¢ bIpadICeHHOl ucmempueil U UHMEHYUOHHBIM MPeMOPOM, MUmy-
b6ayus 20108bl U MYNOBUA, CAMOCIOAMENbHO HE COUM, nepeosu-
eaemcs 6 kpecae. Oyenka no llkane das o6credosanus u oyeHKu
amakcuu (Scale for the Assessment and Rating of Ataxia, SARA) —
30/40 6annos. CrusiceHue 8UOpAUUOHHOU 4Y8CMBUMENLHOCMU HA
Yypogre cmon u Koaeneil 0o 4—5 ¢, no8epxXHOCMHAs Uy8CmMeumens-
Hocmb He Hapyuiena. lIpu Heliponcuxonocuveckom mecmupogaHuu
8blsiGNeHbI MPYOHOCMU cepuliHoeo cuema (obpazosanue — 9 Kaaccoe
WKOAbL) U NPU 8bINOAHEHUU 2PaPuUecKux npoo (8vipadceHHas ama-
Kcus), Monpeansvckyro wikany oyeHKu KOHUMUBHbIX QYHKUUL na-
yuenm evinoanun Ha 27/30 6aanos.

Obujeknunu1eckue aHausol Kposu, Mo4U, 21eKmpoKapouo-
epaghusi — 6e3 namonoeuu.

IIpu nposedenuu snexkmposnyepanoepaguu (D31) peeucm-
DpUpyemcs pecyaapHblil, CUMMEMPUHbLil, OPeAHU308AHHbII KOPKO-
8blil pUMM, NOKANbHBIX UBMEHEHUI U NaPOKCU3MANbHbIX GopM aK-
MueHoOCMU He 8bls8A€EHO.

Maenumno-pezonancnas momoepagus (MPT) eonognoeo
mosea (pexcumvt T1-BU, T2-BU, T2 FLAIR, JIBH): namoaoeuu ve
8bl518/1€HO.

CmumyasyuoHHas 31eKmpomuoepadusi: 6bis8AeHbl NPUHAKU
N€2K0 BbIPAINCEHHOO HAPYUIeHUs NPOBOOUMOCU OUCMANbHBIX OM -
0e108 CEHCOPHbIX U MOMOPHbIX Hepgog Hoe. [lpu uccredosanuu
URONLUAMbBIM 2NEKMPOOOM NPUSHAKOE NEPBUMHO-MbIUUEHHOU, Heli-
DOHANBHOU NAMOAOUU HE BbIABNEHO.

Taxum obpasom, yuumovleas cemeinblil aHamHes (aymocom-
HO-OOMUHAHMHbII MUN HACAe008AHUA), KAUHUHECKYIO KAPMUHY
6 6ude npoepeccupyioujeil M03Jce1K080l amaxkcuu, nUpamuoHo20
cuHOpoma, Oyab0apHbIX HapyuleHull U Hegponamuu, Obla YCMAaHO8-
NeH  npeoeapumendhvlii OUAeHO3 <«AyMOCOMHO-00MUHAHMHAS
ClIA». Cknadvieanocy eneyamaerue o HAAUYUU 8 OAHHOU cembe pe-
HOMeHa anmuyunayuu (yMmeHvueHue 8o3pacma debroma cumnmo-
MO8 6 psi0y NOKOAEeHUIL), Ym0 00bIYHO CEOUCMBEHHO «00NC3HIM IKC-
naHcuil>, NOSMoOMY Gbl10 NPOBEOCHO 2CHOMUNUPOBAHUE MUKPOCA-
MeAAUMHbIX IKCNAHCULL 8 2eHAX, OMBEMCMBEHHbIX 34 pa3sumue
Haubonee uacmuix hopm aymocomuo-domurnarnmunix CLIA (CLIAI,
CIIA2, CIIA3, CILIA6, CLIAS, CLIA17, denmamopybponaiiudo-
AbI0UC08a ampodus) — IKCHAHCUU MUKPOCAMEANUMHBIX NOBMOPO8
He 00HapyHceHbl.

Caedyrowum smanom ouazHocmuku Ovl10 npogedeHue mMacco-
68020 NApANNeNbHORO CceK8eHUpoeanus Ha cekeenamope Illumina
MiSeq c ucnoav3oeanuem opeuHanvHol mapeemHoli naweau, co-
cmosuell uz 240 eenoé Hauboaee 3HAUUMbIX HelUpoOe2eHepamUGHbIX
3abonesanuil.

B pesyabmame nanenvhoeo cexgenupoganus 0vina 8visigaeHa
muccerc-mymauus ¢.305C>T (p.P102L) 60 2-m 3K30He eeHa npu-
onnoeo 6eaka PRNP (mpanckpunm NM_183079). Haauvue myma-
yuu y npobanoa noomeepicoero cexeenuposanuem no Caueepy.
Jlannas mymayus s61s1emcsi MAx@copHoU U panee HeOOHOKPAMHO
ovina onucana 6 cemvsax ¢ CIIIIII [4]. Taxxce Obin 6visa6ren u3-
eecmublil panee noaumopghuzm eena PRNP ¢.385A>G (p.M129V)
8 2emepo3ueomHOM COCMOSAHUU, 0OHAKO €20 YUcC- UAU MPAHC-NOA0-
JIceHue onpedeaums He y0anroch 68Udy HeOOCMYNHOCMU 045 Uccae-
dosanus JIHK dpyeux poocmeennukos.

Obcywnpenne

Briepsore CI'IIII 6but ommcan B 1936 1. B aBCTpHiiCKOI
CeMbE C MEJIEHHO MPOTPECCUPYIOIIEN MO3KEUKOBAsT aTaKCHeit
U KOTHUTUBHBIMU HapyllieHusMu [5]. MonekynsipHas ocHOBa
3abosieBaHuUs ObUta ornpeaesneHa B 1989 1., korja B ABYX CEMbsIX
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obu1a ooHapyxeHa mytauus p.P102L B rene PRNP, 3TOT Xe Ba-
PUAHT BIOCJIEACTBUY ObLT UIEHTUMUIIMPOBAH B MCXOTHOM aB-
CTPUIACKOM ceMbe [6].

Mopdonorunueckum cyocrparom CILILI siBastroTcst mpu-
OH-MMMYHOPEAKTUBHbIE AMWJIOMIHbIC BKJIIOUYEHUS, PEaKTUB-
HBIA aCTPOIJIMO3 U, B OOJIBILIMHCTBE CllydyaeB, ryouaras sHieda-
JIOTaTvsl B pa3IMYHbBIX OTIEIaX TOJOBHOTO Mo3ra (Kopa 00Jib-
IIKX MOJyIIapuii M1 MO3:XKeuKa, 6asayibHble siapa) [7]. MyTtaius
p.P102L sBnsiterca HambGonee vacroit npu CILII, mpyrumu,
0oJiee peIKUMU, BapuaHTaMM SIBJISIIOTCS MUCCEHC- M HOHCEHC-
3aMEHBI, PacIojioKeHHbBIe B KomoHax 105, 117, 131, 187, 198,
202, 212, 217 n 232, a Takke U3MEHEHUE YMCIa KOTUIA OKTaIern-
TUIHBIX TTOBTOpPOB reHa PRNP [§].

BuisiBlIeHHAsI HAMY CEeMbsST SIBJISIETCS TPETHUM OTTMCAHUEM
CT'LULI B Poccuu, nBa npyrux ciaydast BepubULIUPOBaHbI CO-
TPYIHUKaMK MeIuKO-TeHeTUYeCKOr0 HAyyHOIro LIEHTpa WM.
akan. H.IT. boukosa. B 2008 . E.JI. /lagnanu 1 coaBT. Onmy0JIMKO-
Basiu onucaHue cemeitHoro caydass CI'HILL, obycioBieHHOro
myTtauueit p.Al117V co cxooHOW KIMHMYECKON KapTUHOU [9].
B 2017 r. I.E. PyneHckast ¥ CoaBT. onucaiu CEMbIO ¢ MyTaluei
p.P102L, ogHako B KIMHUYECKOI KapTUHE MUPAMUIHBIA CHH-
JIPOM TIpeBaIMpoBal Haj aTakcueit, nuddepeHaabpHas uar-
HOCTMKA TIPOBOIMJIACH C HACICACTBEHHBIMM CITACTUYECKUMU
maparuterusimMu [ 10].

Knunnueckuit penorun CI'IILL, cBsizaHHBINA ¢ MyTald-
eit p.P102L, takxe siBisieTcst BecbMma rojumMopdHbIM. A. Tesar
U coaBT. [4] npoaHanu3upoBaiu 94 oryOJMKOBAHHBIX CIydast
CT'LHII, accounupoBaHHbIX ¢ MyTauueir p.P102L, u Bbine-
JIUJIA YeThbIpe OCHOBHBIX BapuaHTa: 1) kinaccuyeckuii CI'LLITLI;
2) CI'LLIL ¢ apedaekcueit v mapecTe3usiMu, MO3AHUM MPUCOE-
IrHeHueM atakcuu u nemeHuuu; 3) CI'HIII ¢ dheHoTnnom
BKJI, GbicTpbIM mporpeccupoBaHeM aTaKCHUU U JIEMEHLIUU;
4) CI'LLLI ¢ «gaucroii» neMeHIMel, paHHUM HavyajJoM M TT03/-
HUM TIPUCOEINHEHNEM aTaKCHH.

Kpowme toro, B quteparype onmcanbl Bapuantel CILLILIT
¢ KiMHMYeckoit KaptuHoil J1OMA-9yBCTBUTEIBHOTO TapKUH-
conusma [11], mynstTucucreMHoit atpoduu [12], nporpeccupy-
OIIETO HAABSACPHOTO Tapajinda U KOPTUKOOA3aJIbHOTO CHH-
npoma [13], c arpodueit 3puTeIbHBIX HEPBOB U TIIyX0TOH [14].

PacnpoctpaHeHHblii nosuMopdu3mM B mosiokeHuu 129
[MeToHuH (M) unu BanuH (V)] npuoHHoro 6enka (PrP) pac-
cMaTpUBaeTCsl Kak MOAMMUKATOP TEUSHUS U KITMHUYECKOM Kap-
TUHBI TIPUOHHBIX 00JIE3HEl, HO caM Mo cebe He SIBSIETCS Tpu-
YUHOM MX pa3BUTHs. PaHee coo0111a10Ch O 3HAYUTEJIbHOM (heHO-
TUMTUYECKOM TEeTEPOTEHHOCTU CPEIN MALUEHTOB C OAHOW U TOM
Ke Myrauueil B reHe PRNP, 1 OCHOBHBIM MOAUMDUIIUPYIOIINM
(GakTOpOM B HACTOSIIIUI MOMEHT CUMTAETCSI KaK pa3 TeHOTHUIT
B 129-M komone [15]. IMpaktuuecku Bo Beex caydasx CIILILLT
BoisiBisieTcs reHotun 102L-129M [4]. B npeacTtaBieHHOM HAMKU
cllyyae BbISIBJIeH KpaiiHe penkuii reHotun 102L-129V, uro mor-
JIO TIPUBECTH K (DOPMUPOBAHUIO aTUITMIHOTO (heHOTHUIIa C paH-
HUM HavyaJloM 3a00JieBaHMsI, OTCYTCTBMEM KOTHUTUBHBIX Hapy-
IIEHUH, a TakKxKe HOpMalbHBIMU pesysibTataMu DO u MPT ro-
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JIOBHOTO Mo3ra. Kpome Toro, BO3MOXHBI pa3Hble KOMOWHAITUN
MytaHTHoro ayutens 102L m momumopdusmoB 129M/129V
B IAaHHOM ceMbe, YTO MPUBEJIO K pa3IuIMsIM B Bo3pacte nedioTa
y OGOJIbHBIX POJCTBEHHMKOB U JIOKHOMY IPEICTaBICHUIO O Ha-
nyuu heHoMeHa aHTUIUITALWH.

OcHoBHbIM MeTonoM auarHoctuku CILII siBnsiercst ce-
kBeHupoBaHue reHa PRNP (o CaHrepy Uiy MeTOIaMu Macco-
BOTO TapayljieIbHOTO cekBeHupoBaHus). MPT ronoBHoro mo3s-
ra, 391 1 GuomapKephl 11epeOPOCTTMHAIBHOM KUAKOCTA O0BIY-
HO He 00JIaal0T TaKOM XK€ YYBCTBUTEIbHOCTHIO U CIIEIIU(PUIHO-
cthio, Kak ipu BKSI. Ha 3Ty 6oapHbIX ¢ CTTHILL 00BI9HO BBI-
SBJISIeTCS HecTelnduiecKoe 3aMelieHne KOPKOBOTO pUTMA,
a OroMapkepsbl 1iepedpOCUHAIBHOM XuaKocTu (6enok 14-3-3,
HelipoHcTienMduueckas: 3Hoja3a M Tay-TIPOTEWH) Yallle BCETO
HaxomsATcsl B Tpenenax pedepeHCHBIX 3HadeHuir [16, 17].
[Tpu nposenenun MPT rosioBHOro Mo3ra y HEKOTOPbIX MallMeH-
ToB ¢ CI'LLII MOryT BBISIBJISTBLCSI TUTTMYHbBIE HEMPOBU3YaIn3a-
LIMOHHBIE MPU3HAKU, CBOMCTBeHHbIE 00bIuHO BKS (runepuH-
TEHCUBHOCTb 0a3a/ibHbIX SIAEP, TAIaMyCOB, pexKe — KOPbl 00J1b-
mux noaymapuii B pexxume T2-FLAIR u Ha nuddysnoHHO-
B3BEIIEHHBIX U300PaKEHUSIX), OMHAKO B OOJIBIINHCTBE CIIy4aeB
10 Mepe TIPOrpeccupoBaHUs 3a00IeBaHNsT OOHAPYKUBAIOT He-
crienuduieckre arpoduieckue U3MeHEeHUs TOJIOBHOTO MO3Ta
[15]. B Hacrosiiiee BpeMsi CUMTAETCS, YTO TOJBKO HOBBIN TECT
RT-QulC (unayuupoBaHHasi BUOpaiueit KOHBEPCUSl B peasib-
HOM BPEMEHM) MOXET MMETh OTHOCUTETbHO BBICOKYIO UyBCTBU-
TeabHOCTh (0K010 90%) mis muarHoctuku CILLILL, oGycinos-
sieHHoro mytaiueit p.P102L [18]. JJaHHBII TECT MO3BOJISIET TPO-
BOAUThL JETEKILIMIO HAKOIUICHUSI aMWJIOUAHOU ¢dopmbl PrP
B OMOJIOTMYEeCKUX OOpasliaXx B pPeXMME pPeaJbHOr0 BPEMEHU.
B nacrosimee Bpemst RT-QulC cuurtaercs HanboJjiee agekBaT-
HOW IMAarHOCTAYECKOW TPOLEAYPON ISl BBISBICHUS CBEpPXMa-
JIBIX KOHLIEHTpauuii MyTaHTHOro PrP B Guosiornueckux odpas-
1ax [19], omHako B peasbHOI KIMHUIECKON MPAKTUKE OH MOKa
MaJIOIOCTYTICH.

Ha ceromnsmniHuit 1eHb He CYIIECTBYET METONOB JICUSHUSI
CI'lIII ¢ nokazaHHOI 3(pHEeKTUBHOCTBIO — BCE ClIyyau TaHHO-
ro 3abojeBaHus SBsI0TCS DatanbHbIMU. [IpoBOASITCS HEOOXO-
IMbIe TaJUTMaTUBHBIE W CUMITOMATHYECKUE MEpPOTIPUSITHS,
a TaKXKe MEIUKO-TeHEeTUYeCKOe KOHCYJIBTUPOBAHME B OTSITO-
LIEHHBIX CEMBbSIX.

Takum o6pazom, nnarHoctrka CIILIL ocHoBBIBaeTcs Ha
aHaju3e CeMeifHOro aHaMHe3a, KJIMHUYECKOW KapTUHbI U UH-
CTpYMEHTaJIbHBIX MeTo10B (DDI, MPT ronoBHoro mo3sra). «30-
JIOTBIM CTaHIAPTOM» BepuUKALUKM AUATHO3A SIBISIETCS OOHA-
pyXeHWe MyTalluy B TeHe TpUoHHOTOo 6esika PRNP ¢ UCTIONb30-
BaHNEM METOMOB IMPSMOTO CeKBeHMpoBaHUs 1o CaHTepy Wi
TEXHOJIOTUI MaccOBOTO TapajjieIbHOTO CEeKBEHUPOBAHUSI.
CBoeBpeMeHHas TOCTAaHOBKA AMATrHO3a IMO3BOJISIET OMPEIeTUTh
MPOTHO3 3aboJieBaHUSI W TIPOBOAUTH MEIMKO-TEHETHMUEeCKOe
KOHCYJIETUPOBAaHUE B OTSTOIICHHBIX CeMbsIX (BKIIIOYast Tpodu-
JIAKTUKY MTOBTOPHBIX CIy4aeB Y POJCTBEHHUKOB IyTeM IpeHa-
TaJbHOI U MPEUMIUTAHTALMOHHOM TUArHOCTUKHY).
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