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boxosoii amuompoguueckuii ckaepos (BAC) — chamanvhoe HetipodeecenepamusHoe 3a604e6anue, XapaKmepusyoueecs npoepeccupyrouler
2UOeNbI0 YEHMPANbHO20 U NepuhepuuecKkoeo MOMOHEUPOHO8, 8 Pa3GUMUU KOMOP020 DONbULYIO POAb UPAIOM 2eHemuYecKue Qakmopbl.
B Hacmosiweil cmambve nOOPOOHO paccmampueaomest CAONCHOCMU, 03HUKaowue npu anaiuse eenemuku BAC, ceszanHbie ¢ HenoaHou
NEeHeMmPaHMHOCMbI0 MyMAYULl, 8bIPANCCHHOU 2eHEMUUECKOU 2eMepO2eHHOCbI0 OAHHO20 3A001e8aHUS, OMCYMCMBUEM YEMKUX 2eHODEHO-
munuyeckux koppeasyuii u op. IIpedcmaeneno cobecmeennoe HabaOeHUe, 8 KOMOPOM Y KAUHUYECKU 300p08020 POOCMEEHHUKA NAYUeHMA
¢ SOD I-accoyuuposannoii hopmoit BAC nompebosanrucy dokaunuueckas IHK-duaenocmuka u meduko-eeHemuueckoe KOHCYAbIMUPOBA-
Hue. Oceeujernvl KAHegble ACNeKmbl peKOMEeHOAUUN No NPoedeHuUIo 8 cembsix, omseoujerHblx BAC, doxkaunuveckoeo meduxo-eeHemuue-
CK020 KOHCYAbMUPOBAHUS Y MUY, U3 SDYNNbL PUCKA.

Karoueewte caosa: 6oxoesoii amuompoghuueckuii cknepo3, IHK-ouaenocmuxa, een SOD 1, dokaunuueckoe meduko-eeHemu4ecKoe KOHCY1b-
mupoeanue, eeHemu4ecKuii puck
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Presymptomatic genetic counseling in amyotrophic lateral sclerosis
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Amyotrophic lateral sclerosis (ALS) is a fatal neurodegenerative disease characterized by progressive loss of central and peripheric motor
neurons, with genetic factors playing significant role in its development. In this article, we discuss in detail the difficulties in the analysis
of ALS related to incomplete penetrance of mutations, extreme genetic heterogeneity of this disorder, the lack of clear genotype-phenotype
correlations, etc. Presented is our own instructive observation in which a clinically unaffected relative of a patient with the SOD I-associated
form of ALS requested presymptomatic ALS genetic testing and medical-genetic counseling. Key aspects of recommendations about pre-

symptomatic genetic counseling in persons from the risk group originating from families with ALS have been presented.
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06wuil B3rnaj Ha AOKNUHUYecKyto [HK-AuarHocmury

npu GoxoBOM aMuompoiulecKoM cknepose

Boxkoroit amrorpodmaeckuii ckiaepos (BAC) — Tsoke-
JIoe HEYKJIOHHO TITPOrpeccUpyloliiee HepoaereHepaTHBHOE
3a00JIeBaHNE C TTOpPaKeHUEM IIEHTPAILHOTO U ieprudepr-
YeCKOTro MOTOHE#poHOB. [1o JaHHBIM JIUTEpPaTypPhI, IO
CEMEMHBIX BapMaHTOB cocTaBjsieT okono 5—10 % Bcex
cinydaeB BAC, Torma Kak abcoJIfoTHOE OOJIBITMHCTBO TTa-
LIMEHTOB CTPAIAIOT CIIOPamTMIeCcKOi (popMoii 3a001eBaHMS
[1]. Boripocsl, Kacawiinecss MeAUKO-TeHETUYEeCKOTO KOH-
CYJIBTAPOBAHUS, IPUYUH BOSHUKHOBEHMSI OOJIE3HU U TTPO-
THO3MPOBAHMSI €€ TeUCHMSI, BOSHUKAIOT B CAMBIX Pa3HBIX
KIIMHUYECKUX CUTYAIISIX, TIPEICTABIISIS CEPhe3HBIN BEI30B
IIJIST Bpadeii-HeBPOJIOTOB U TeHETUKOB. [1py onieHKe reHe-
THYECKOTO pricka BO3HMKHOBeHUsI BAC B ceMbe KITIoueBOA
MOMEHT — HaJIMI1e OTSATOIIEHHOTO CeMEeITHOTO aHaMHe3a.
OmHako gaxe Ipu criopanmdeckmx ciaydasx BAC Hacie-
IIyeMOCTb 3a00JIeBaHUS SIBJISIETCS BBICOKOM: ITOKa3aHo,

YTO TPU HAJIWYWM B CEMbE COWHCTBEHHOIO ITallMEHTA
¢ BAC ero poacTBeHHUKHM MMEIOT MOBHIIICHHBI PUCK
pa3BuTHs 3a001eBaHuUsA [2], a MyTallMX B TeHAX, OTBETCT-
BEHHBIX 3a BO3HUKHOBeHHME ceMeiHbIX ciydaeB BAC,
HEpeIKO BCTPEUYAIOTCS M IIPU CITOpaanIecKoit hopme.

Ha cerogHsamnramii 1eHh UICTUHHYIO 9aCTOTY CEMEMHBIX
caydaeB BAC ycTaHOBUTH MOCTATOYHO CJIOKHO B CHITY
3HAYUTEITLHOM TeTepOTeHHOCTH 00JIC3H! 1 CJIOXKHOCTH €€
TEHETUICCKUX MEXaHN3MOB (OOJIBIIIOE YHCIIO ACCOITUUPO-
BaHHBIX TEHOB, BapraOeJIbHas ICHeTPAaHTHOCTh MYTalIHiA,
pasHble KIMHWYeCKWEe (PEHOTHUITBI IIPU OTHON MyTallMu
u T.4.) [3]. DT akTOpEl B COYETAHUN C HEKOTOPHIMU
0COOEHHOCTSIMM TeUCHUS 3a00JIeBaHUSI ¥ BEICOKOIM 9acTO-
TOW HeNpaBUJbHON AMArHOCTUKMU (OCOOEHHO B AeOlOTE
00JIe3HN ) MOTYT CITOCOOCTBOBATH CITOPAIMIECCKOMY TIpeI-
CTaBJICHUIO HACJECACTBEHHO OOYCIOBJICHHOIO CITydas.
B cBsI31 ¢ 3TUM OTHOIIICHNE KITMHUIECKIX Bpadeil K IIpo-
BEICHUIO MEIUKO-TEHETUYECKOTO KOHCYIBTHPOBAHMS
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n JHK-guarHocTuku cpeiu 340pOBBIX POACTBEHHUKOB
maureHToB ¢ BAC ocraercss HeOmHO3HAYHBIM. Tak,
B 2017 . A. Vajda u coaBT. onmyOJMKOBAJIA pPe3yJIBTAThHI
aHKeTUpoBaHMs 167 KIMHUYEeCKUX Bpayeid u3 21 cTpaHbl
I10 TIOBOY Pa3HBIX aCTIEKTOB IIPOBEACHMS TeHETHIECKOTO
tectupoBanus npu BAC [2]. Beuto BeIsiBiIeHO, 4TO 48 %
PECIIOHIEHTOB HMKOTIA HE IpemiaraloT TeHeTHIeCKOe
TECTUPOBAHUE POACTBEHHUKAM TMAalMEHTOB C CEMEMHOM
¢dopmoii BAC. B kauecTBe 000CHOBaHMS TAKOTO PEIIEHUS
YKa3bIBAJINCh: OTCYTCTBHE BO3MOXKHOCTEH MpeIoTBpallie-
HUs 3a00JIeBaHMSI, HEIIOJTHAS TICHETPAHTHOCTD BBISIBIISIC-
MBIX MyTaIlNi, CIIOXKHOCTh B UHTEPIIPETAIINY PE3YJIBTaTOB,
«HEOIIpeaeICHHOCTh» TeHeTuKN BAC 11 HeZoCTaTOYHOCTD
3HaHUI 0 Hel, BeicoKast ctouMmocTh JIHK-tectupoBanms,
OTCYTCTBHE HOCTYIa K MEIUKO-TeHETUIECKOMY KOHCYIIhb-
THpoBaHMio. boiee 4acTo TOKIMHNYIECKYIO TUATHOCTUKY
POICTBEHHUKAM ITpeIaraloT CIIeIINAINCThI, paOOTaIOIINe
B obnactu BAC. K ¢axkropaMm, 000CHOBBIBaBIINM HE00-
XOIWMOCTb TaKOW IMArHOCTMKMW, OTHOCWIM: HaJW4YHe
IIpaBa WICHOB CEMBM 3HATh O COOCTBEHHBIX PUCKAX, BO3-
MOKHOCTB MCTIOJIb30BaHUS PE3YIBTaTOB B MCCIICAOBATEIIb-
CKUX IIEJISIX, BOBMOXKHOCTHU MPENMIAHTAIIMOHHOMN TeHETH -
YeCKOW NIMAarHOCTUKM, ITOTCHIIMAJIbHAS ITOCTYITHOCTh
HOBBIX METOJIOB JIeUeHUs B OKaiiniee BpeMd [2].

CnomHocmb renemuxu 60KOBOro amuompogiuyecKoro

cKneposa

Co BpeMeHH OTKPBITHS TIEPBOTO TeHa [4], acCoIMmupo-
BaHHoro ¢ BAC, — SOD — nipounio 6omee 20 net. U3yue-
Hue reHeTuKu BAC 3a 3TOT ITepro 3HAYUTETHHO ITPOIBH-
Hy/noch Brieped. Ha maHHBIIT MOMEHT oIlMcaHO Ooiee
30 reHOB, BOBJICUCHHBIX B A3THOJIOTHUIO 3a00JIEBaHUS.
CumTaeTcst, 9TO MyTalliM B 3THX T'eHaX OOYCIIOBIMBAIOT
60—70 % cemeitnbix u 10 11 % criopaguyecKux ciaydaes
BAC [3]. Haubonee pacrpocTpaHeHHOI MyTaLyiei cpean
€BPOIICICKOI TPYIIIBI MAIlMEHTOB SIBIISICTCSI 3KCITAHCHST
TeKCaHYKJICOTUIHBIX TTOBTOPOB B reHe CY%rf72, B TO BpeMs
Kak B A31u1 HanboJiee 9acTo BCTPEYAIOTCSI MyTalliM B TeHE
SOD1. HanpuMmep, gactora Mytamuii rena C%rf72 B ce-
MEIHBIX CITydasix 3a00JieBaH1sI Hanboiee BhicoKa B beb-
rvu v Iperuu (1o 50 %), a Takxke B Gunnsinauu (46,4 %),
B TO BpeMsI Kak HauboJee Beicokas (54,7 %) yactora My-
tanuii SOD I onucana B FOxHoit Kopee [5]. B poccuiickoii
TIOMYJISILIMY, COTJIACHO HAIIIMM JTaHHBIM, CPEIN CEMEITHBIX
¥ ciopagndeckux ciydaeB BAC Hanbosee 4acTo BCTpeda-
forcst Mytaumu B rere SOD1 — 24,0 u 4,6 % cOOTBETCTBEH-
HO [6], TOraa KaK 4acToTa BCTPEYaeMOCTY MYTALIMii B reHe
C9orf72 cocrasisiet 15,0 u 2,5 % coorBeTcTBeHHO [7, 8].
Takum obpa3oMm, reHeTndeckas rmpupona BAC B pa3HBIX
MTOMYJISIIIUSX UMEET CBOM OCOOCHHOCTH, UTO HEOOXOINMO
YIUTHIBaTh TIPU TIPOBEACHUHW MEINKO-TEHETHIECCKOTO
KOHCYJIETUPOBaHUS.

JIy1st 0BIIMHCTBA TEHOB, accoLMUpPoBaHHBIX ¢ BAC,
MOKa3aHa ajuleJIbHasi TeTepOTeHHOCTh, C CYIIIeCTBOBAaHUEM
Pa3IMYHBIX MYTaLMi, BEAYIINX K OMHOMY 1 TOMY K& KJIH-
Hyeckomy deHotuty [3]. C apyroii CTOpOHBI, HEKOTOPbIE

reHbl BAC 1u1efioTpOITHEL, T.€. OMHA M Ta XXe MyTallMs
MOXET IIPUBOANTH K BOSHUKHOBEHUIO PA3TNIHBIX KITMHU-
yecKuX (peHOTUIOB. KitaccmaecKuM mpuMepoM SIBIISICTCST
skcrmancusa GGGGCC-mmoBTopoB B reHe C9rf72, KoTOpast
BcTpevaeTcs He TobKo Ipyu BAC, Ho 1 py 100HO-BUCOY-
HOI IeMEeHLINHU, B TOM YHCJIe aCCOLIMUPOBAHHOM C map-
KMHCOHU3MOM (HanboJee TUITMYHA aKMHETUKO-PUTHIHAS
dopma 6e3 Tpemopa) [9]. [leHeTpaHTHOCTDh Pa3TMIHBIX
mytauuii mpu BAC Takke o4eHb CUIIBHO BapbupyeT [10].
B rene SOD1, nanpumMmep, MeHETPAHTHOCTh OMHUX MYyTa-
LIMii oueHb BoicoKas (A4V, H46R, L84V), a npyrux — Hus-
kas (D76Y, D90A, 1113T). B autepartype ornucaHbl yHHKA-
JIBHBIC CITydayd HOCHTEJIBbCTBA MYTAalldii B pa3HBIX TeHaX
BAC y unenoB oxHoii cembu [11, 12], a Takke ciaydan
OJIMTOTEHHOTO HACJIeMOBaHUS (HATMIME HECKOJIbKUX MY-
Tamuii, accounmupoBaHHBIX ¢ BAC, y 0mHOTO M TOrO Xe
mareHTa) [13, 14]. HecMoTpst Ha TO 4TO 3TH CIy9au pem-
KU, YKa3aHHBIEC (DAKTOPHI CYIIECTBEHHO YCIOXHSIOT OLIEH-
Ky TEHETHMYEeCKOTO pPHCKA 1T KIMHWYECKH 3IOPOBBIX
YJICHOB CEMBH.

Knunuyeckuii cnyyaii

Hayuenm A., 37 rem, o6pamuacs c wcarobamu Ha caa-
bocmb 6 pykax u Ho2ax, Hewemkocms peuu. boaen 6 mevenue
noayeoda. Manughecmauus 3a601eéanus co crabocmu 6 ae-
60l Kucmu, 6 meueHue cAe0yrOUUx 2 mec npucoeouHUAacs
HeuemKkocmb peuu, nocieduue 3 mec becnokoum o00blUIKA
npu usuueckoli Hazpyske U 8 NoA0JCeHUU nedca. B meuenue
nocnedHeeo mecaya NAYUeHm OMMemUn CHUJCEeHUe Macchl
mena Ha 10 ke. U3 anamuesa xcuzuu uzeecmuo, umo 9 nrem
Ha3zao 6vin duazHocmMuposan mybepiynes, noAy4an AHmubaK-
mepuansryo mepanuio, cHam c yvema 6 nem Haszao. Ilo pe-
3YAbMAmMam KoMNslOMEePHOU momoepaghuu epyoHoil Kaemku
(6 MomeHm obpauieHus nayueHma) OaHHbIX 00 aKMUGU3AYUL
npouecca He nOAY4EHO,; AUKBOP 6e3 0coOeHHOCMEll.

U3 cemeiinoeo anamneza u3gecmHo, Ymo y HecKkoAbKUX
PpoOcmeenHUK08 nayuenma (bpama mamepu, 6a0ywKu u ee
cecmep no aunuu mamepu (puc. 1)) 6vin duaznocmuposar
BAC c vemrxum aymocomuo-00MUHaAHMHBIM MUNOM HACAEO0-
8anusl.

B nesponoeuueckom cmamyce aeekas ousapmpusi, ouc-
gaeus, eunompogus u gubpuirayuu a3vika. Beizviearomes
peaekcol oparsHoeo asmomamuzma. Pasnomeproe chuice-
Hue mvlueuHoll cuavt 0o 3 6ann06 6 pykax, 0o 4 611086 6 Ho-
eax. Inybokue pegaekcol ¢ pyk jicugole, ¢ HO2 — NOBbIUUEHDL,
namonoeuecKux NUpPamuoHbiX 3HaKo8 He gviasaeHo. luno-
mpoguu mbluLy, pyK, naewesoeo nosica. Boipascennsie ghacyu-
KYASUUU 8 Mbluyax nieveoeo nosica. dyecmeumenvrnocms,
KoopouHayusl, ma3ogvle PYHKYUU He HApYUIeHbL.

Ilo dannbim MaeHUmMHO-pe30HAHCHOU momozpaguu 2o-
JN08HOR0 M032a U WeliH020 OMOena CRUHHO20 M032ad NAMOA0-
euu He ommevero. Ilpu nposedenuu snexmponeiipomuoepa-
Quu 8visieAeHbl NPUBHAKU OeHepsauuu U peuHHepeayull
HAa WeiHOM U NOSCHUMHOM YPOBHSX, C8UOemeabcmayoujue
0 NOPAdNCeHUU COOMBEMCMBYIOUUX 08U2AMENbHBIX HElIPOHO8;
CO2NACHO NOAYYEHHbIM pe3yibmamam noodmeepicoena
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Puc. 1. Podocrosnas navuenma A. (cmpeaxa). [loayxcuprsiv wpugmom 0603nauer 603pacm mManugecmayuu 3a601e6aHuUs; 8 CKOOKAx — npoodoalcumens-
HOCMb 30001€8GHUSI; KYPCUBOM — 803DAC KAUHUYECKU 300POBbIX YAEHO8 CeMbU HA MOMEHM COCMAasAeHUsl POOOCA0BHOI. 36e3004K0l OmMmeueHbl KAUHUYeCcKUe

300posble cecmpbl npobaHoa, HocumenvHuybl mymauuu LE4V

Fig. 1. Family tree of patient A. (arrow). Age of disease onset is presented in bold; in brackets is presented the duration of the disease; age of clinically healthy

UHMAKMHOCIb 4YECMEUMENbHBIX 8040KOH NepupepuecKux
Hepeos.

C yuemom KAUHUMECKUX U HEUPOPDUIUOA02UHECKUX NPU-
3HAKO8 NOPAMNCEHUS BePXHe20 U HUJICHe20 MOMOHEUPOHO8
Ha yposHe 3 ceemenmos (0yabOapHOM, WellHOM, NOSCHUY-
HOM), UCKAIOUEHUS OPYeUX GO3MONCHbIX NAMOA0UL U OaH-
HbIX CeMelUH020 AHaMHe3a y nayuenma OUaeHOCMUpPOsaH
BAC weiino-epyonoti gpopmol. B coomeemcmeuu ¢ peszyan-
mamamu npoeedeHH020 0ONOAHUMENbHO20 00CcAe008aHUS
(cHuMCeHUE JcU3HEHHOI emKocmu Aeekux 0o 75 % om doanc-
Holl, 3HaUUMas decamypauus 8 nepuod cHa: uHoexkc deca-
mypauyuu 10 npu omuocumenvuoii Hopme 00 5) Hayama
HEeUHBA3UBHASI GEHMUNAYUS Ne2KUX 8 HOUHble uachl. [layu-
eHm npodoaxcun ambyramopHoe HabawOeHue y Heaponoea
1o Mecmy jcumenbcmed.

Ilpu monexyaspHo-eenemuyeckom ucciedoganuu y na-
yuenma obHapyxcena muccenc-mymauus L84V ¢ eemeposu-
2omHoMm cocmosiHuu 6 3k30He 4 eena SOD1 (puc. 2). B aume-
pamype enepevie danHas mymauyus onucana T. Siddique
ucoasm. ¢ 1994 2.6 CIIA[15] u M. Aoki u coagm. ¢ 1995 e.
6 Anonuu [16]. Dmo odna uz nemroeux mymayuii npu bBAC,
KOmopas accoyuuposana ¢ 4emxum KAUHUYeCcKUM gpeHomu-
nom 3a601e6anus: 0OMUHAHMHOE HACAeO08AHUE, 3N10KA1ECH-
6eHHoe meuenue, evicokas (noumu 100 %) nenempanmnocms
U 8ePOSMHAs C653b 603PACMA MAHUpecmauuu ¢ noaom (y auy,
JCEHCK020 NOAA CUMNIMOMbL MAHUDECTNUPYIOM 3HAYUMEAbHO
no3zace). Ecmo pabomet, coobuarouyue o gpeHomeHe aHmuyu-
nayuu npu Hacaredoganuu dannoil mymayuu [17].

Yepes 6 mec nocae KoHCyAbmMayuu pooCmeeHHUKU NAYU-
enma coobuuau o eco cmepmu. Taxum obpazom, drumens-
HOCMb meyenus 3a001e6aHUs 6 HaAWeM KAUHUYECKOM

Jfamily members at the time of the tree compilation is shown in italics. Asterisk indicates clinically healthy sisters of the proband, carriers of the L84V mutation

G GA G ACTT GG GCAATG

Puc. 2. @paemenm cukeenca, codepiucaujuii Mymayuro 6 3K30He 4 eena
SODI1. Cmpeakoii ykazana eemepo3ueomuas 3amena c¢.253T>G
(NM_000454.4), npusooswas K 3amene aMuHOKUCAOMbL ACUYUH HA GANUH
6 84-m nonoxcenuu beaxa SOD1

Fig. 2. Sequence fragment containing a mutation in the exon of the 4" SOD 1
gene. The arrow indicates a heterozygous substitution ¢.253T>G
(NM _000454.4) which results in amino acid residue leucin being substituted
by valine in the 84th position of the SOD 1
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Habawdenuu cocmasusa 1 eo0. Taxauce cmano uzeecmuo,
4mo @ smo duce 8pems 6 gospacme 57 nrem duaeno3 BAC 6vin
nocmaenen Mamepu nayuenma, OAUMeAbHOCHb 3a001e8aHUS
6 dannom cayuae cocmasuna 6 mec.

B nocaedyrowem 3a meouKo-eeHemu4eckum KOHCYAbmu-
poeaHuem oopamuaucy KAUHU4eckKy 300posvle cecmpol npo-
banda no mamepunckoil aunuu (37 u 27 nem) ¢ npocwooii
0 8bINONHEHUU 2eHEMUYECK020 MeCMUPOBAHUS 8 YeAsX NoU-
CcKa y HUX YKA3aHHOU MYMauyuu, npu 3mMoM U36eCHHO,
umo y cmapuieii cecmpul ecmb doub 8 go3pacme 7 nem (CM.
puc. 1). Hocae noonucanus ungopmuposannoeo coeracus
nposedena IHK-0uaenocmuka, npu komopoii y 06eux jceH-
WUH 8bla6AeHO Hocumenbcmeo mymayuu L4V é eemeposu-
2omuom cocmosinuu. Ilpu nosmopHoii ecmpeye u oenameHuu
pesyavmamos JITHK-ananuza scenwunam bvira npedocmas-
Aena credyruas noopobras uHGopmayus, C6A3aHHASL C He-
00HO3HAYHOCMbIO MPAKMOBKU OQHHbIX 2eHeMUUecKo20 me-
CMUPOBAHUS 8 IMOM KOHKPEMHOM cayuae:

*  caoxcHocmsb eenemuku BAC u omcymcmeue noaHoii
Y8epeHHOCmU 6 MOM, Mo OaHHOe 3a601e6aHue Y HUX
K0eda-Hubyob pazoevemcs, HeCMOMPS HA BbICOKYIO
NeHempaHmHOCMb GblAGAEHHOU Mymayuyu no 0aH-
HbIM AUmMepamypul (pUck 3a601e6anus He A6A5emcs
abCcoNOMHbIM);

* 6 CBA3U C MOAOOBIM BO3PACHOM KOHCYAbIMUPYEMbIX
U aymocomMHO-OOMUHAHMHbLIM MUNOM Hepedayu
Mymauuu 6 ux cembe pacckazaHo 0 603MOICHOCMU
npogederus: NPeUMNAAHMAYUOHHOL U NPEHAMANbHOI
JHK-0uaenocmuku é cayuae naaHuposauus obepe-
MeHHOCmell 8 Oy0yuiem, Hmo 2apanmupyem podxcoe-
Hue eeHemutecku 300p08020 NOMOMCMEA.

[loRNnuHUYecKoe MeuKo-reHemu4ecKoe KoHcynbmupoBaHue

npu GoxoBoM aMuompoiuyecKoM cKknepose

[Tpu mpoBeneHNM TOKIMHUYECKOTO MEIUKO-TeHETH -
YeCKOT0o KOHCYJIBTUPOBAHMST OCHOBOM TSI TPOTHO3a pas3-
BUTUSI KAaKOro-inbo 3aboseBaHusi, B ToM uucie BbAC,
SIBJISIETCS OLIEHKA poaocaoBHOM ceMbu. Heobxoarmo 3a-
MTOKYMEHTHUPOBATh KaK MUHMMYM 3 TIOKOJICHUSI C yKa3a-
H1eM Bcex ciydaeB BAC, 100HO-BUCOYHBIX U IPYTUX JIe-
MEHLMH, MapKUHCOHM3MA (3TU CUHIPOMEI MOTYT OBITH
acCOIMUPOBAHHBI C TIOPAXXEHNEM MOTOHEMPOHA), IICUXHA-
TPUUYECKUX PACCTPOMCTB 1 cirydaeB cynumna. Ha ocHoBa-
HUU 3TOTO B 3aBUCHMMOCTH OT HAJW4YUS OTSTOIICHHOTO
ceMeitHOro aHaMHe3a TpanuIIMOHHO Bee cirydan BAC ne-
JISTCS Ha 2 KaTeTOpMU: CEeMEiHbIe M CITOpaardecKue.
OueHb YacCTO KIMHULIMCTAMM HaJIMIME TEHETHIECKOM
MIPUYMHEI 3a00JIeBaHMS ITOIpa3yMeBaeTCsl MMEHHO B Ce-
MEMHBIX CJIyJasX, 9TO HEBEPHO, IOCKOJIBKY MYTaIluu
BO Bcex M3BecTHBIX reHax BAC mmeHTM)UIIMPOBAHBI
U y MMAIlMeHTOB 0e3 OYEeBMIHOIO CEMEHOro aHaMHe3a.
HexoTophble crielinaancThl IpeyIaraioT B Ka9eCcTBe aIbrep-
HATHBHOTO OIpee/ICHNS UCITOIb30BaTh TEPMUH «HACIIE-
ctBeHHBIN BAC» [18].

Cy1iecTByeT MHOTO MPWYMH, O KOTOPBIM CIydau
BAC, mmeromne reHeTHYEeCKYI0 OCHOBY, IPOSIBIISIIOTCS

Kak criopagndeckue. K HIM OTHOCSITCS: ayTOCOMHO-PE-
HECCUBHBI TUN HACJACHOBAaHUS (YTO TIPU HEOOJBIIOM
pasMepe ceMbH He JaeT BO3MOXKHOCTH BBISIBUTH HECKOJIb-
KO OOJIBHBIX CMOCOB), MyTalluu de novo, HU3Kasl TIeHe-
TPAHTHOCTh MYTAaHTHOTO T'¢Ha, CJIyJ4an JIOKHOTO OTIIOBCT-
Ba, OIIMOOYHAS] TTOCTAHOBKA JMArHo3a, paHHSS CMepTh
POICTBEHHUKOB 10 JAPYTMM IPUIMHAM, OTCYTCTBHE MH-
dopmanmm o cembe W Ap. Bce 3T0 MOXeT IMPUBOIUTH
K OITMOOYHOI OIIeHKEe TeHETUIECKOTO CTaTyca MpobaHIa
1 OCTAJIbHBIX YJICHOB CEMbH.

Hoxnuunyeckyo JHK-guarHocTuky u mMeauko-re-
HETUUYECKOe KOHCYJIBTHUPOBAHUE BBIIOIHSIIOT TOJIBKO
IIJISI COBEPIICHHOJICTHUX POACTBEHHUKOB | cTereHn pom-
CTBa MaIlMeHTa C YCTAHOBJICHHOM MyTaIlle ITOCIIe TTOIITH -
caHUsS MMM WHGOPMHPOBAHHOTO COTIJIachs. Y WICHOB
CEMbU, HAXOMSIIMXCS B TPYyIIe pUCKaA, MOTYT OBbITb pa3-
JINYHBIE OCHOBAHWS JISI MX BBHITTOJTHECHUS: YMEHBIINTH
YYBCTBO HEOIPEIACICHHOCTH, COCTABUTh MPUHIIAITNATE-
HbIe TUTAaHBI Ha Oymyllee, coeilaTh OCO3HAHHBIN BEIOOD
B IT0OJIb3y KOHKPETHOTO 00pa3a XU3HU, IIPUHSTH PeIIcHUE
o 1ianupoBanuu ceMbu. B 2016 . M. Benatar u coaBT.
MIPEUIOKMIA OCHOBHBIC TIPUHIIMITEI ¥ TTPAaKTUICCKHUE pPe-
KOMEHIALINU TSI TIPOBEICHUS TOKIMHNIECKOTO MEIUKO-
reHeT4ecKoro KoHcynsrupoBanus mpu BAC [19], koto-
pble OCHOBaHBI Ha YHHUKAJIbHOM OIIBITE T'PYIIIIBI
HEBPOJIOTOB, B TeueHue 8 et rnmpopoauBmmx JHK-nnar-
HOCTHKY M KOHCYJIFTUPOBaHWE KIMHUYECKH 3IOPOBBIX
POICTBEHHUKOB ITAIIMEHTOB ¢ ceMeitHbIMM (hopmamur BAC.
ABTOpPHI CIMTAIOT, YTO BECh MPOIECC PAOOTH B TAKUX Ce-
MBSIX JOJDKEH BKITIOYATh KaK MUHUMYM 2 WJIN 3 MEINKO-
TeHETUYCCKUX KOHCYJIBTAIINK (TIepel MIPUHATHEM pellle-
Hus, nepen BbimojdHeHueM [JHK-puarHoctuku, mocie
nonyyeHust pesynbrata JJHK-guarHoctukm), ykasbiBast
IIPX 3TOM, YTO IOITYCTAMO IIPOBEICHNE KOHCYIBTAIINU
1o TenedoHy. PekoMeHmoBaH MUHUMANTBHEIH (1 Hem) oT-
PE30K BpeMEHM MEXIY 1-i1 KOHCYNIBTaIllelt 1 IIPUHSITHEM
peieHus o BeinoaHeHuu JJHK-nunarHoctuku, Heodoxomam-
MBI UIST YCBOSHUS MH(GOPMALIMKA W IPUHITHAS 000CHO-
BaHHOTO pPEIICHUS.

OCHOBHBIE IPUHITUTIBI TPOBEAECHYS TOKJIIMHUYECKOTO
MeIVKO-TeHEeTUYeCKOro KoHcybTupoBanus mpu BAC [19]:

*  MEIWKO-TeHETHMYECKOE KOHCYJIBTHUPOBAHIE MOXKET
OBITb BBITIOJIHEHO TOJIBKO TSI COBEPLUIEHHOJIETHUX
pPOICTBEHHUKOB | cTemeHM poACTBa MallleHTa
C YCTAaHOBJIECHHOM MyTallUE;

*  TomIMcaHue TO0OPOBOJIHLHOTO MH(POPMUPOBAHHO-
TO COTJIaCHSI,

* JOJKHBI OBITh pa3bsICHEHBH O0OCHOBaHMSA
nns nposeneHus JAHK-nuarHoctuku, a Takxke
0003HaYCHBI €€ OTPAaHNICHUS;

*  OlIEHKa MCUXOCOLUUATbHON TOTOBHOCTHU JJISI BbI-
TOJTHEHUS TAHHOTO TECTUPOBAHMS,

*  HeoOXomuMbl 2 WA 3 MEINKO-TeHETUYCCKUE
KOHCYJBTalluK (Tlepel TPUHSITAEM peIleHUs,
nepen nposeaeHreM JJHK-guarnoctuku, nocie
nosyuenus pesynsrata JJHK-mmaraoctukn);
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*  MUHMMAJIbHBI OTPE30K BPEMEHU MEXIY
1-i1 KOHCyabTallMEd W MPUHITUEM pELICHUS
o nipoBeneHuun JAHK-nuarHoctuku — 1 Hen;

* C YyYETOM YAAJEHHOCTUM HEKOTOPbIX PETMOHOB
1 OTPaHMYEHHOIO YMCa CIEUAINCTOB, 3aHUMA-
fommmxcs reHeTnkoii BAC, gomycTuMo TipoBee-
HHe KOHCY/IBTAINH 110 TeJie(hoHYy;

*  KOHCYJBTMPYEMOE JIMLIO B JIIOOOE BPEMSI MOXET
MPUHSTH pelieHre He BeinoaHATh JIHK-anarso-
CTUKY WJIM HE MOJYyYaThb €€ pe3yJIbTaThl;

*  pe3yJbTaThl TECTUPOBAHUS HE TOJKHBI COOOILAThH-
cs OpPYTrMM JuIlaM (BKJIIOYasl 4YJICHOB CEMBH)
0€3 MMCbMEHHOTO COTJIacUsl Julia, MPOLIEAIIeTO
TeCTUPOBAHUE.

HezaBucuMo oT xapakrepa IOKJIMHUYECKOTO reHETH -
YEeCKOT0 KOHCYJBTUPOBaHUS, y 00CIeIyeMOro AOJKHA
OBITb OLIEHEHA MCUXO0COLMalIbHAsi TOTOBHOCTb K MPOBEIe-
Huto tectupoBaHus. JIHK-guarHocTuky cieayer otiio-
XKUTb Y JIULL C TICUXMYECKMMM PACCTPONUCTBAMMU, 3J10YMO-
TpeOJISIOIMX TICUXOAKTUBHBIMY BEIIECTBAMM, UMEIOIIMX
CyMIMIATbHbIE HAKIOHHOCTH WJIM HE 00JadalolmnX 10-
CTAaTOYHON couMalibHOW moanepxkoii. Bo Bpems menu-
KO-T€HETUYECKOr0 KOHCYJBbTUPOBAHUS MTOJKHbBI OBITH
pa3bsicHeHbl 000CcHOBaHUS A5 rpoBeneHus JIHK-guar-
HOCTHKM, a TakKxKe 0003HaYeHbI ee orpaHuueHust. [Tono-
XuTeabHbIi pe3yabraT JIHK-auarHocTuku He ycTpaHsieT
HEONpPeNeIeHHOCTh OTHOCUTEIBHO OOJIBIIOTO KOJIMYECTBA
BOIPOCOB: O BO3pacTe Hayaja 00Jie3HU, 00 OXKMIAEMBbIX
CUMMTOMAaXx 1 1aXKe O TOM, pa30BbETCS JIM JaHHOE 3a00J1e-
BaHue BooOILIe. JomoJHUTEIbHO B Oecene HeoOXOaUMO
3aTPOHYTH TOT (PAKT, YTO B HACTOSIIIIEE BPEMS HE CYILIECT-
BYET JI0Ka3aHHBIX CIOCOOOB KOPPEKIIUU COCTOSIHUS 3/10-
pOBbs1, 00pa3a XMU3HU WU MEAULIMHCKUX BMEIIATEIbCTB,
KOTOpPBIE MOTJIM OBl YMEHBIIUTH pUCK pa3BuThst BAC.

Cy1iecTByeT onpeneacHHasT 00eCITOKOEHHOCTh B OT-
HOIIEHUM MPEAINOIaraeMoro MCUXOJ0rMYECKOro pucKa
IS JIWLL, TIOABEPTaOIIMXCS JOKIMHUYECKOMY F€HEeTUYEe-
CKOMY TECTUpOBaHU10. [T0 HEKOTOPBIM JaHHBIM, ISl HEM-
pojiereHepaTUBHbBIX 3a00JIEBaHWI MOBBIILIEHHBINA YPOBEHb
MepexXuBaHU IO MOBOAY pe3yJbTaTOB T€HETUYECKOTO
TECTUPOBAHMSI, MPOBOAMMOTO MOCJE MENUKO-TEHETUYE-
CKOTr'0 KOHCYJIETUPOBAHUS CPEAX YJICHOB I'PYIIIbl PUCKA,
SIBJIIETCSI BDEMEHHBIM M KIIMHUYECKN He3HaYnMbIM [20].
OnHaKo MCUXOJIOTUYECKUI Bpe TOKIIMHUIECKOTO TeHe-
THYECKOTO TeCTUPOBaHUA KOHKpeTHO st BAC He olleHN-
BaJICSI, a 9KCTPANOJUPOBAHUE BTUX JAHHBIX OT APYTUX
3a00/IeBaHUI ¢ y4yeToM ocoOeHHocTeil reHetukn BAC
MPEeNCTaBSIETCS 3aTPYAHUTEIbHBIM.

B onurcaHHOM KJIMHMYECKOM Cllydyae pOJCTBEHHUKU
nauueHTa ObUIM TPOMHAOPMUPOBAHBI JIeUalllUM BpauoM
0 BO3MOXHOCTHU TaKOro MCCIAEAO0BaHUSI MPU MOAYYEHUU
MOJIOXKUTEbHBIX PE3YJIbTaTOB MOJIEKYJISIPHO-TEHETHUYE-
CKOM AMarHocTuKy mamueHTa. CecTphbl malMeHTa 00pa-
TWJIMCh C JAaHHBIM BOIIPOCOM K Bpauyy-HEBpPOJOTY, Y KOTO-
poro HabJonaacs ux opar, uepes 6 Mec Iociie ero CMEepPTH.
Takxe M3BECTHO, YTO HE3adOJro OO0 3TOr0 yMepJja

WX MaTbh, UMEIOIIAs TTOAOOHBIN KIMHUYSCKUI ITHArHO3
(MOITeKyISIpHO-TeHeTUIeCKasl TMarHOCTHUKA HE BBITIOTHS -
nacek). IlepBass MeouKo-reHeTHYECKas KOHCYIbTAIIMS
(MOMEHT OOCYXIeHUS IPUHSTHUS PEIICHUSI) IIPOBOAIIACH
yIajJeHHO, TIOCKOJIBKY CEMbS ITPOXKMBACT B OTIAJICHHOM
oT MockBbl pernoHe. OKOHYATEJIPHOE PEIICHUE CECTPHI
MMaleHTa IPUHSIINA CITYCTsI MeCSII, B CBSI3U C YeM o0pa-
THINCH B CIIEIIUAIM3NPOBAHHOE JICUCOHOE YUPEXKICHUE
I CIadyd KPOBW U TIOAIMMCAaHUS MHOOPMUPOBAHHOTO
coracusl, riae ObUIM MOBTOPHO OOrOBOPEHBI BCE MOJOXKU-
TeJbHBIC ¥ OTPUIIATSIbHBIC MOMEHTHI BHITIOJTHEHUS TaH-
HO¥ ITMAaTrHOCTUKM (2-5 MeIUKO-TeHeTHIeCKast KOHCYIIhb-
taus). Yepes 3 Mec mmocie caaun aHaIM3a KPOBH B IIETISIX
obcyxaeHust pe3yasratoB JIHK-guarHoctrku Oblia rmpo-
BelleHa JTMIHO 3-51 MEINKO-TeHETUYeCKast KOHCYJIBTAIIMSI.
Takum 00pa3oM, B 3TOM KIIMHUIECKOM CIIydae Y KOHCYITb-
THPYEeMBbIX OBUIO MHOTO BPEeMEHU [JIST TIPUHSITUSI TIPOLIY-
MAaHHOTO B3BEIICHHOTO PEIICHUSI: OT MOMEHTA TTOTYICHUS
vH(pOpMALIMM O TAaHHOU BO3MOXHOCTU A0 MOMEHTA IO~
JIyIeHUSI Pe3yIbTaToB MPOIUIO okKojio 10 Mec, mepuon
MeXay 1-M 1 3-M MeIUKO-TeHeTHIESCKUMU KOHCYIIBTAPO-
BaHMSIMU COCTaBWI 4 Mec. BeposiTHee Bcero, CTUMYJIOM
I oOpaIIeHusT 3a JOKJIMHNIEeCKO KOHCYIIbTAIe ce-
cTep mpobaHma CTajla CMEpPTh MX MaTepH BCKOpE ITOCIIE
Opata, uMelollel MMOA0OHBIN AUArHO3, a TaKXKe MoTped-
HOCTb B IJITAaHMPOBAHUY POKICHUS 300POBBIX IeTEH B Oy-
JYIIEM.

ITo HamMM TaHHBIM, YaCTOTa OOPAIICHMI 32 TOKIIM-
HUYECKIM MEIUKO-TCHETUYSCKUM KOHCYJIBTUPOBAHUEM
cpeln poACTBEeHHMKOB mManneHToB ¢ BAC HebombIIad.
OmHako cieayeT 3aMeTUTh, 9YTO BOIIPOC O HACJIeAOBAaHUHI
3a00JIeBaHUS Bpady-HEBPOJIOTY 3aal0T MHOTHE, B CBSI3U
¢ moJrydeHreM MHMOpMAIIY TAKOTO POJIa M3 INTEPaTypHI,
MaIMeHTCKUX OpraHu3anmii, cetu MHaTepHeT 1 Ap. Takum
00pa3oM, YacTOTa 0OpaIIeHHUS 3a JOKIMHIICCKIM MEIH-
KO-T€HETUYECKUM KOHCYJIBTUPOBAaHUEM HAIIPSIMYIO 3aBH -
CHT OT TIPaBWIHBHOTO MH(MOPMHUPOBAHUS MALIMEHTA W €TI0
POICTBEHHMKOB O TIPUPOIE 3200 IeBaHS 1 pallIOHAIBHO-
CTH JAHHOTO HMccienoBaHMs. JIOKIMHUYECKOe METNKO-
TeHETUYeCKOe KOHCYJIBTHPOBAHUE BO3MOXKHO TOJBKO
B CUTYalIMSIX C BepU(PULIMPOBAHHBIM TeHETUICCKIM Bapy-
aHTOM Yy TALIMEHTa, YTO MOXET OOBSICHSITH HEOOJBIIOE
KOJIMYECTBO MOJI00HBIX OOpAILIeHUN.

Ha cerogHst cymiecTByeT LiedbIii psnm (pakTopoB,
Mo MPUYMHE KOTOPBIX BCE 4Yallle BO3HUKAET BOIPOC
o IHK-gnarnoctuke BAC kak cpean caMux KIIMHUYe-
CKM 300POBBIX POJACTBEHHMKOB IAaIlMEHTA, TaK U CPean
CHEeUAINCTOB, padOTAIONINX C TAKUMU CEMbSIMU. DTH-
MU (aKTOpaMU SIBJISIOTCS: TJIyOOKO MHBaJMIU3UPYIO-
Iast KIMHUYecKasi KapTHHa 3a00JIeBaHMsI, €T0 HEYKIIOH-
HO TPOTPECCHUPYIOIMINA THUIT TEYEHUSI, KOPOTKAas
MIPOIOJKUTEILHOCTh XKW3HU IOCJe MaHU(peCTallnu,
Ooonpmme (pUHAHCOBBIE M B3MOILMOHAIBHBIC 3aTPaThHI
YJICHOB CEMbH JUISI OOecTIeueHNST afeKBaTHOM MaJlina-
TUBHO ITOMOIIH MAIIACHTY, ITOCTOSHHO ITOSIBIISTFOIITHE -
cs1 HOBBIEe JaHHBIE B 0o0JlacTu TeHeTUKU BAC 1 nx jgo-
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CTYITHOCTh BHMMAHUWIO TallieHTa U POICTBEHHUKOB
(UaTepretr m ap.). Takum o6Gpa3oM, mpencTaBIsIeTCs
1Ieaeco00pa3HBIM O3HAKOMJICHHUE C 3TUMM PEKOMEHIa-
IUSIMU HE TOJIBKO METUIIMHCKMX TeHETUKOB, HO M Bpa-
Yyeil Opyrux CHelUaIbHOCTEH, OCYIIECTBIISIOMMNX II0-
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