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MOYEMY CTOUT OBPATUTBCS K HAM?

MUOULMPOBaHHbIE CreLnanncTbi: ®  KOPOTKME CPOKM NpoBeLeHus!
DaY/-reHETUKIN, HEBPOJIOTW, 3MUENTOSONN, nccnenoBaHus

KyLliepbl-ruHekonory, Bpaym Y3/ )
on-line 3anuck, MHPOPMaLMOHHasA 1

6onee 200 MonieKynsipHO-reHETUYECKUX KOHCYNbTaLlMOHHasA noafepXka 24 yaca
" YccnenoBaHUii HaceCTBEHHbIX B CYTKM
3aboneBaHWi, HapyLLleHWIi penpoayKTUBHOM

GYHKLMM 1 TecToB Ans nogbopa Tepanuu BO3MOXHOCTb MPOBECTN aHA/IN3
B OHKOJIOTUU B ntoboM ropome Poccun

HOBEiLLME 1 BbICOKOTOYHbIE TEXHONIOTUY becnnathas kypbepckas pocTaeka
B ooz pe3ynsTaTos no Bcen Poccum

130 knnHMK-napTHepoB, bonee 250 Bpayen

KonnekTne aBTopoOB:

LLlapkoB A.A., Kanugel, U.B., KoHosanos ®@.A., Kopoctenes C.A.

[dwn3zanH - artnell@bk.ru

MeanKO-TeHeTUYeCKNn LEHTP «

«TEHOME/»

r. MockBa, [ogonbckoe wwocce, oM 8, KOPAYC S
8-800-333-45-38; mail@genomed.ru |

genomed.ru













nuAencCusL — sto rpynna Heesponoruye-

CKUX
KYPPEHTHbIMM
npesanupyroLee
oHo BcTpevaetca y 3,5 — 6,5 Ha 1000 petem wny 10,8
Ha 1000 B3pocnbix. 3nufencua MOXeT HauyuMHaTbCa B
noboM Bo3pacTe U UMETb PasfinyHble KIWHUYEeCKUe
deHoTUNbl 0T WMHGbaHTUNBHBLIX cnasmoB, abcaHc anu-
IOHOLLIECKOW  MUOKIOHMYECKOM  3Nuaencum
npeo-

3abofieBaHUii, XapaKTepuayloLlmuxca pe-

annnenTn4ecknMmM  cygoporamu. Kak

HeBposornyeckoe paccTponcTBO

nencuu,
y L[eTeln [0 CUMNOTOMATUYeCKMX 3SMNUNEencui,
bnapatoLnx BO B3pOC/IOM BO3pacTe.

NovonaTuyeckune
npumepHo 47%
0T TEHETUYECKY OCHOBY C MOHOTEHHbIM WU MyJSib-
TUPaAKTOpPUabHbIM TUMOM  HaclefoBaHus.
BpeMsi 3MWIENCUs 4YacTo COYeTaeTcs W C  LApyrvMmu
pacctpovictBamun. [o 40% 3nunencuit coveTaroTcs
C pacctpoiicTBamMu aytuctuyeckoro crnektpa (ASD)
W CUHLPOMOM [LeduunMTa BHUMAHUS U TUNEPAKTUB-
Hoctu (ADHD) wu 3agmepxkoi passuTtusa. Kpome Toro,
y MauueHToB CTpajatoLimx
pUCK Wn30dpeHnn, nposBAsOWencs B BuUAe Mcu-
Bce Takue 3aboneBaHMs U COCTOAHUA, CO-
yeTaloWMecs C 3anunencuen, 4acto UMeloT
reHeTMyeckylo npupogy. [losToMy npeacTaBnsercs
BaXKHbIM YCTAHOB/IEHME TEHETUYECKUX MPUYUH
KOMOPOMIHbIX naet
He TONbKO MOCTAHOBKWM TOYHOrO AMarHosa v ornpefe-

anuniencuu, cocCTaBngdwuwmne

BCEX 3MUAENcUn, Kak npasuno mMme-

B 1o e

anunencuen MNOBbILWEH
X030B.
TaKXe

TaKuXx
COCTOSAHMN. 3TO BO3MOXXHOCTb
JIeHUss MporHosa ANa nauueHTa, HO M Bblbopa TakTu-
KW nevyeHuns.

B HekoTopbIXx  ciyvasix
C aHOManusMK pasBuTUSA, AU3MOpPOUAMKM WMAK Creum-
dryecknmun
Hui. ToyHoe ycTaHOBNEeHMEe reHeTMyeckoro paedekTa
y Takoro nauueHTa MO3BOJISET paccyMTaTb PUCK MO-

anunnencud coyeTaeTcd

NPpM3HakKaMn TreHeTU4YeCKnx 3abonesa-

BTOPHOTO pOXAeHWs B ceMbe pebeHka C TakoW e
B Takmx cnyyasx, Takxe,
BO3MOXHOW MpeHaTasbHas [OMArHOCTUKA Ha paHHMX
cpokax
poxneHus bonbHoro pebeHka.

naTosiorven. CTaHOBUTCA

bepeMeHHOCTW, 4TO no3BoNseT um3bexaTb

Bknap reHeTuyeckux ¢akTopoB B pasBuTMe 3anwuen-
CUU JoCTaTo4yHO BbicOK M cocTaBndetr 70-80% ot Bcex
cnyyaeB. He Tak [aBHO cuYMTanocb, 4YTO 3MWUSIENcuUs
NPEeNMYLLECTBEHHO MynbTudakTopuanbHoe
HO B nybnaukauusx nocrefHux net
nokasaHo, 4to He MeHee 40% anwunencui obycnos-

nMmeet
HacJiegoBaHue,

JIeHbl MyTaUuUAMN OTOEJIbHbIX TEHOB.

Ha ceropHa onpegeneHa cBA3b C pa3BUTUEM 3MU-
nencum gna 6bonee 4yeMm 500 reHoB. BonbWKWHCTBO
M3 3TUX TEHOB 3KCMPEecCUpyTCcs B TOJI0BHOM MO3re
N KOOWMPYIOT CTPYKTYpPbl MOHHbBIX KaHanoB UM Helrpope-
LenTopoB, UrpatoLLMe KU3HEHHO BaXKHY posb B CTabu-
NV3aunm 1 pacnpoCcTpPaHeHUN HEMPOHHOW aKTUBHOCTMU.

CocTosiHUs,,  comnpoBoOXAaatowmecs
3a[lepXXKON  pa3BUTUS, BO3HMKalOLMe
MyTalL Wil B OTLESbHbIX reHax:

cypoporamv U
BC/efCTBME

1. maMonaTMyecKme reHepasn3oBaHHble
snunencuu (paHHue snunenTuYeckmne sHLe-
danonaTimn, NporpeccupytoLLme MUOKIIOHYC
3MUMENCUM, IOHOLLECKas MUOKIOHWYECKas M-
nencusa u op.);

2. HacnencTtBeHHble CUHOPOMBI,

conpoBoXatolunecs cygoporamu (CUHLPOM
Ankapou-Iyteepec, cuHgpoM KopHenuu ne
Nanre, cuuopom Mosata-BusbcoHa 1 gp.);

3. 6onesHu HapyweHus obMeHa BewlecTs (6oses-
HW FIMKO3UIMPOBaHWS, MEPOKCUCOMHbIe bones-
HU 1 ap.);

4. NOPOKMW pasBMTUSA rofloBHOro Mo3ra (pokanbHble

KOpKOBble AMCMnasuu, rofnonposaHuedanus,
nuccaHuedbanvs v op.);

5. HelpogereHepaTuBHble 3abonesaHna (Helpo-
HaNbHbIM LLepoMAHbIA NMNOPYCLUNHO3, NernKoan-
cTpoduun, nenkosHLedanonaTMmn c ncHesHoBe-
HueM Genoro BewlecTsa u Ap.);

6. MuTOXOHIpUWanbHble 6onesHu.

MyTaumm B 3TUX n3MeHsT paboty
HapyLaloT Mpouecchl  HEWpPOHHOW
nmbo  guddepeHLMpOBKU Kopbl
CaMbiM  BbI3blBas Cydopo-

rn. O,D,VIH reH MOXeT ObITb CBf3aH C pa3nn4HbIMU

reHax MOH-

HbIX KaHasoB,
B036yaMMoCTH,
rOSI0BHOIO

Mo3ra, TeM

dopmamMu  anuaencun, HO WM OAMH TUN 3nunen-
CUN  MOXET BO3HWUKHYTb B pe3ynbTaTe [edekToB
pa3Hbix reHoB. CHOXHOCTb [MarHOCTUKWM  COCTOUT

M B TOM, YTO 3NWSIENCUA MOXET Bbl3blBaTbCsl B3aMMO-
[EeNCTBMEM HECKOJIbKUX TeHOB, W Takoe B3auMonen-
CTBMe He Bcerga MoxXeT bbITb onpefeneHo.

B To xe Bpems Bapuauuu uyucia Konui reHos (noteps
y4yacTka XpPOMOCOMbl WU MOSIBAEHWE [LOMOSHUTENbHOWM
ero konuu) MoryT 6biTb NMpU4YMHO 3abonesaHnsa. Xopo-
L0 M3BECTHO, YTO Mpu cuHppomax Bonbda-XupxopHa,
Munnepa-[ukepa, MNannucrtepa-Kunnunaxa, a Takxe npu
cUHApoMe AHrenbMaHa, anunencus SBASeTCs OLHUM U3
rNaBHbIX NPU3HAKOB.

COBpeMeHHbIe TEXHOJIOTUN NMO3BONAKT ANArHOCTUPOBATb NAaToJiorn4eCcKne M3aMeHeHna BoO MHOTUX UJTN aXe BO BCeX
reHax ogHOBpPeMeHHO. 3TOo MeHseT noaxoAabl K ANarHoOCTmke anunencumn m AaeT BO3MOXXHOCTb Bpaudy

ob6ecneunTb OKasaHue noMoLi Ha HOBOM ypoBHe.




meueHue MHozux decamuLemull 3NULeNnCUa CUUMALACH OOHUM
3abouebBaHueun.

C l akxe cymwecmbobairo mHeHue, umo bosbuuHcmbBo snusencull

He uaeem zeHemu1uecKkolil npupoosbL.

C l ocuedHue uccaedoBaHiua nokasadul, Yo 3mo He mak. | eHemuueckue
pakmopeol uzparom BakHYO UL ONPedeLaoUYto POLb NPUIMEPHO
y 70-80% nauueHmo8 ¢ snusencuell.

TYBEPO3HbII
ANUNENTUYECKNE CKINEPO3 MNUTOXOHOPWAJNbHBIE

3HuEtDAI1[lI1ATIIIIII anunENCHm
ANONATIYECKIE NPOTPECCUPYHOLLINE
FEHEPANN30BAHHbIE Mmounnuvc anunENCN
anunEencuum \ '
' . BPOM{/IEHHDIE
GEFS+ ‘ ___— BONE3HI OBMEHA

HACﬂEﬂCTBEHHbIE

MOPOKIN PA3BNTINA /\ CUHAPOMbI
roJI0OBHOro Mo3ra | I C CYOPOTAMI

lIEPEI'IH[]-M(]3T[]BAH

MHCYﬂbT TPABMA
PUﬂUBblE
onyxonn NOBPEXAEHNA
INHOEKLIA LHC

: E osee 500 zeHoB cBazaHbl ¢ paziudHsbluUL POpMAMU SNULCNCULL

u cydopoz. Hapywernua ux cmpykmypeol uru mymavuu abraromea
npuuuHoll 3aboseBaHug.




npedesums zeHemuueckyro npuuuHy 3abosebarua Henpocmo.

Smo cBazaro He mouasbko ¢ bousbuu koauuecmbBoar zeHob,

HO u ¢ pasHeluu Budamu HapyweHuil 8 Hux, komopesie npubooam

K nomepe pyHKUUU 2eHAa.

YTo BbibpaTb AN AMATrHOCTUKMN FeHeTUYECKUX NMPUYUH anmunencumn?

CeKBeHMpOBaHMe

[MaHenu reHos
no CaHrepy MonekynspHoe

KapunoTunmnposaHue

CeKBeHMpOBaHMe

nup (xpoMocoMHBbIN

A 3K30Ma
MUKPOMATPUYHBbI

aHanus)

Kakoe mccnenpoBaHuMe HeO6XO,EI,VIMO ANAa TOYHOTIro yCctaHoOBJIeHUA

reHeTMYeCKOW NPUYUHBL 3aboneBaHna?

j eHemuueckue HapymeHid

ToukoBble My- Mukpogeneunn/mMmukpopynnukauum Hecba- OnHopopuTenbckue TpUHYKNeoTU Hble
Tauum JlaHCMPOBaHHbIe TpaHciokauum ancomMmnn noBTOPbI
HacnepoBaHue
OpvH nnm o MHoXecTBeHHOE
OT HEeCKOJIbKUX TbICAY 00 HECKOJIbKUX MUIJTNOHOB ABYX KOMUNKX y4acCTKa
HECKOJIbKO NOBTOPEeHMe KOPOTKUX
HyKN1eoTnnoB XPOMOCOMbI OT O4HOI0 U3
HYK/1€e0TNL,0B . ¢dparmMeHTOB
poaunTeneun

MemooslL duazHocmukut

TapreTHble MeToAbl (McCejoBaHUE HECKOIbKUX MyTaLlMid, HECKOSIbKUX FeHOB MM HECKOJIbKMUX Y4aCTKOB XPOMOCOMBI),
MUP, cekBeHnpoBaHue no CaHrepy

OMNPELOENAET OMNPELENAET

BmeKOHpOM3BOAMTeﬂbHOECeKBeHMpOBaHMeHOBOFOHOKOﬂeHMﬂ

OMNPELOENAET

MornekynsipHoe KaproTUnMpoBaHue (XpOMOCOMHBI MUKPOMATPUYHbIA aHanus)

OMPEJENTAET OMNPELENAET

Mot Hawau pemerue

KOMIUJIEKCHOE OBCNEAOBAHUE «3MUJTEMNCUA»

OMPEOENAET OMPEJENAET OMPEOENAET OMPEOENAET

KoMnnekc coctonTt us pAafa nocnenoBaTesibHO BbIMOJIHAEMbIX MOJTHOTE€HOMHbIX [CEKBeHMpOBaHMe HOBOTO
nokKoJieHnqd , XpOMOCOMHbIVI MMKpOManVIHHbIVI aHaJ'IMB] N TapreTHblX reHeTU4eCKNX TeCToB [I'ILI,P, netekund
TPUHYKNTEOTUAHbIX MOBTOPOB, CEKBEHMPOBaHMe Nno C3Hrepy ONa noaresepXneHna HaVI,lJ,eHHbIX MyTaLl,VIVI, B
TOM Hucne ny pO,lJ,VITEJ'IEVI r|po6aHp,a] B COOTBETCTBMU C aNroOpnTMOM, OCHOBaHHbIM Ha aHannse d)eHOTVII'Ia
nayneHTa.




Jlaneso «HacaeocmBermole snusencuur

[NaHenb BKAtoYaeT rnybokoe nccnegosaHue 6o-
nee 560 reHoB, 41 KOTOPbIX OMNpefeneHa [o-
CTOBepHas CBA3b C pa3finiyHbIMK GopMamMm anu-
Nencun.

PAHHWE 3MUINENTUYECKUE
SHLEDAJIONATUN

NONOMNATUYECKUE
AMUNEMNCKN

50JIE3HWN HAPYLLUEHWA
OBMEHA BELLECTB @
HACJIEACTBEHHbIE CUH-
JPOMbI, COMPOBOXOAIO-

LLIMECA CYOOPOIAMU @

HECNELUMOUYECKAA
YMCTBEHHA{A OTCTAJIOCTb

C CYOOPOrAMM

524

eHbl, BKJIIOYEHHbIe B NaHes b 0TobpaHbl Ha ocHoBe rnybo-
KOro aHanmn3a reHeTnyeckmnx 6as gaHubix OMIM, ClinVar,
CCDS, Ensembl, GENCODE, miRBase, RefSeq, VEGA n
cneunanmnampoBaHHbix GenEpi, CarpeDB, epiGAD, The
Lafora Gene Mutation Database, MeGene.

OTobpaHHble reHbl nepekpbiBatoT 6onee 300 peHoTMNOB,
onucaHHbix B bonee yem 800 Hay4HbIx Nybamkaumsx.

B naHenb BkOYeHbI TaKXe, HEKOTOpPble reHbl-KaHanna-
Tbl, CBA3b KOTOPbIX C anunencuen BepoATHa.

®EBPWIIbHBIE CYOOPOI

JNIEMKOONCTPO®UN

JIN30COMHBIE BOJIE3HU
HAKOIJIEHUA

MEPOKCMCOMHbBIE BOJIE3HW
HAKOTJIEHNA

TYBEPO3HbIV CKJIEPO3

@ — leHbl, 0TBeYakLlne 3a Te UWJin UMHble CI)OprI anunencun.

B naHenb BXOOAT KaK 3aboneBaHns, B KOTO-
pbIX Cyﬂ,OpO)KHbIVI CMHOPOM 4dBN4eTCA Be-
ayunMm - NMpuU3HakoM, TakK M 3aboneBaHus,
B KOTOPbIX cygoporn 4BidATCA OAOHUM U3
BO3MOXHDbIX I'IpOﬂBJ'IGHVIVI.

rEHEPAJTIM30BAHHbIE
AMUAENCNN

C ®EBPU/IBHBIMY
CYLLOPOTAMMU +

MUTOXOHAPWAJIbHBIE
AMUNEMNCAN

NMOPOKW PA3IBUTUA
r0J/IOBHOIO MO3TA

5 4 5 4
134 224
244 %4

HEMPOOErEHEPATUBHbIE
3ABOJIEBAHUA LIHC
C CyoOPOrAMK

MPOrPECCUPYOLLME
MMOKJIOHYC
e AMUNENCAN @
MpropuTesaumns reHoB N9 BKIOYEHUS B NaHenb onpe-
nensnacb ¢ nomouwbto anroputmoB SIFT, phyloP, SiPhy,

LRT, MutationTaster, MutationAssessor, FATHMM,
GERP++, PolyPhen2_HDIV, PolyPhen2_HVAR.

CobcTBEHHbIE anropnTMbl 06paboTKM M aHHOTALMK faH-
HbIX, B TOM YMUCJie C BO3MOXHOCTbIO geTekuumn CNV, no-
3BONISIOT YBEIMYUTb NMPOLEHT KIIMHUYECKMN 3HAYMMbIX Ha-
xofok.lNaHenb nofBepraeTcs peryispHOMy NepecMoTpy v
06HOB/IEHUIO CMIMCKA MreHOB COMNAcHO NocsieAHUM nyban-
KauMaM B MeXIyHapoaHbiXx 6a3ax AaHHbIX.




uazHocmuka snuaencuu

e KAWHNYECKUI U CeEMENHbIN aHaMHe3

® OCMOTp nauneHTa

MofpoOHbIN  KAMHUYECKUI aHaMHe3 MOXEeT MoMoYb
MoATBEPAMUTb, YTO CYLOPOrM Ha CcaMoOM [efie SBs-
0TCA 3MUMENTUYECKUMU, @ He MpUcTynamu, He CBsi-
3aHHbIMU C 3NWUJencuen, TakMMU Kak 0DOMOpOKY,
3aflepXXKa [OblXaHWs, TPaH3UTOpHble ULIEMUYeCKUue
aTaku, WHCYNbTbl, apuUTMUU WU TUMOTINKEMUS, KOTO-
pble VMET CXOXMe MPOSBAEHUS C 3MUIENTUYECKH-
MW CyLOpOoramu.

NCKNIOYNTENBHO BaXXHbIMU ona aounarHo3la
ABJNIAOTCA OTBETbl Ha ciefyoue BONpocChl:

e Bo3spacTt gebtota annnentTMyeckux NpucTynos

e (CeMmuoTMka npuctyna
(MmonoxeHMe roNoBbl, r1as, ABUXEHUS B KOHEYHO-
CTAX, HanpshkeHne unu paccnabneHune Bcero
Tena, HeOXUAAHHbIE B3JparuBaHus, NpoLosi-
XKEHHbIE MUOKIOHUW B KOHEYHOCTSX).

o Hayano npuctyna [BHe3aI'IHOG, I'IOCTEI'IeHHOG].

e [1pOAOMKMUTENBHOCTL MPUCTYNa
(cekyHAbI, MUHYTbI).

e (OcobeHHocTV NnoBeaeHus pebeHka nepep Ha-
4aJioM 1 MocJie OKOHYaHWsa NpucTyna

(con/60apcTBOBaHME, HEOBbIYHbIE OLLyLIEHNS,
axuTauma u ap.).

e Bo3MOXHble NpoBoLmpyloLe GaKTopb
(bebpunbHas TemnepaTypa, YTeHMe, MesbKalo-
LI cBeT, PU3MYECcKoe NepeyToMeHNe, MeH-
cTpyauma u . a.).

e BpeMs cyToK, B KOTOpoe BO3HMKAET MPUCTYN
(g0 vnu nocne npobyxaeHuns, oHeM, nepep,
WAW MocJe 3acbiNaHuns, Houbio).

B [ponosiHeHMe K  KJAMHMYECKOMY aHamHesy, He-
00X0QMMO  MONy4YMTb CEMEeNMHbI  aHaMHe3, BKJIO-
yas nobble  cay4yau  BO3HUKHOBEHWS  CYAOpoOr U
Lpyrme  HapylweHusi pa3BUTUS  HEPBHOW  CUCTEMBI

Y POLCTBEHHUKOB. JTa MHd)OpMaLI,VIﬂ MOXeT MNOoMO4Yb
onpeneanTb BULO 3anunencun B CeMbe, BKJIHOYad TUM
HacnefoBaHUA U NMPoOrHoa3.

e [eHeTuyeckoe TeCTUpoBaHue

OcMoTp mauueHTa C  3anuaencuerin B HEKOTOPbIX
C/lyyasix Mo3BOMSIET MOJYYUTb BaXKHYO [AJ1s YCTaHOB-
NleHUs AuarHosa W onpepesneHns TakTUKM obcnepo-
BaHua uHdopMmauuo. B xope ocMmoTpa MoryT 6biThb
BbISIBNIEHbI BPOXAEHHbIE MOPOKW Pa3BUTUS, NMLEBbIE
ansmopdum n gpyrue ocobeHHocTu.

HaanMep, 06Hapy)KeH|/|e JNINCTOBULAHbIX LEeNUTrMeHTUPOoBaH-

HblIX MNATEeH W NOAHOITeBbIX d)l/lﬁpOM y nauwueHTa C cypoporamMu
no3BoJideT 3anofo3pUTb TakKoe COCToAHME, Kak TyﬁepOBHbIVI
CKJ1epo3 W Ha3Ha4YnTb Takune [ONOJIHUTEJIbHbIe OGCJ'Ie,EI,OBaHVIﬂ,

kak KT yepena v Y3W cepgua.

e IJnekTposHuedanorpamma (33T)

33 — OCHOBHOM MeTo4 [AMArHOCTUKM 3NuSencuu,
MO3BONIAIOLWMIA  OTANYUTL €e 3MUAEeNncuio oT ApYrux
3aboneBaHunit, He conpoBoXpakLwmxcs dopMupo-
BaHMWEM MaTosorMyeckoro paspsiga B Kope 6osbluo-
ro Mosra.

OnuteneHbin  BMAE0-33[ MOHUTOPUHI  CAYXWUT Hau-
fonee TOYHbIM MeTOLOM AMArHOCTUKU  3MUJIENCUN.
Bupeo-33  MOHUTOpPUHI MoO3BOMSET  OCYLLECTBAATb
He TONIbko 0oflee TOYHY AMArHOCTUKY 3MNWUJencuy,
HO Tak K& U KOHTPOJIMPOBaTb pe3yfbTaThl NeYeHUs.

e Heiiposusyanumzaums (KT, MPT)

Mpv cuMnTOMaTUYECKUX QopMax 3NWUencuM, Bbi3-
BaHHbIX CTPYKTYPHbIMWU M3MEHEeHUsMU B Mo3re, 6osib-
Wyl pofib B LMArHOCTUKE TaK XKe UrpaeT HeWpoBu3y-
anusaums (npeumywiecteeHHo MPT).

MPT nyywe nnddepeHUMpyeT CTPYKTypy Mo3ra W He-
KoTopble W3MeHeHUs (HanpuWMep MOPOKU Pa3BUTUSA
KOpbl, HEKOTOpble OMNyXofiM W oyarn AeMuenunHu3a-
umm).

MpenmywectBo KT 3akntovaeTcd B TOM, 4YTO 3TOT Me-
TOA, Nydlle BbISBNASET KasbLMHAThl U CBEXWE KPOBOW3-
NNAHUS.

[eHeTn4yeckune nccnenoBaHuUa

NO3BOSIAKOT TOYHO YCTAHOBUTb MPUYUHY 3nunencrumn u
wee passutue 3aboneBaHus, I'IO,EI,O6paTb npasBunbHoe Jie4vyeHue.

npeackasaTb [fasibHein-

NHdbopmauuns, nonyvyeHHas npu reHetuye-

CKOM WCCNefoBaHUM MOXET ObiTb BaxHa W ANA APYyrUX YJEHOB CeMbM, a TakXKe NpW pPenpoayKTMBHOM mMna-

HUpOBaHUN.




c ucnouaszobarueum nameau «HacaedembBermoie snurencuur

q A20pUMAL 2eHemU1eCcKoll OUAzHOCMUKU i nauuerma ¢ snuiencuedt

MALUMEHT C SMUAENCUEN

OTC)’TC TBUEe AOIMOAHUTEAbHbIX Haanyme AONOAHUTEABHBIX
NMPU3HAKOB: NPU3HAKOB:

O YmcrBeHHas O Mansie aHomanum
OTCTANOCTh pPa3BuTUS

Paccrpoiictea Bpo)xAeHHble
© ayTUCTUYeCKOro MOpPOKU pA3BUTHS
crnekTpa

CEKBEHUPOBAHUE — [ XPOMOCOMHBIA MUKPOMATPUYHBIA
ITAHENb «HACAEA CTBEHHBIE SITUNETICUN» l AHAAN3

[laToreHHbIe N3MeHeHMs He HGI;I,LIeHbI, HO NoAO3PeHVe Ha TeHETUYEeCKyo
nApuvpoay anunerncmum ocTtaeTcsa?

KOHCYABTALINS BPAYA-TEHETUKA C YIAYBAEHHbIM AHAAU3OM
KAMHNYECKOW KAPTUHbI U QEHOTUIA

lMoAHO3K30MHOE
CekBeHUpoBaHWe TNR QHQAM3 B U3BECTHBIX
’ CeKBEHMpoBaH1e Tp1o
mutoxoHApmarsHon AHK yyactkax
(npobaHA 1 ero poauten)

DbtaZHOCI’Vll/l’-’leCKa.Q QCpCpeKV}’ll/l.gHOCVVlb
XpOoMOCOMHOZ20 MUKpOMmAMPUUHOZO
aHaau3la

DuazrHocmuueckaa sgpgpekmubBrocmes
nameau «HacaedcmBernmsie snurencuu»

3,3%

ObcnepoeaHo 166 Yenosek 34% - npuuuHa HavigeHa O6cneposaHo 1000 venoBek ¢ 15,8% - npuunHa HarpeHa
C HaMpaBUTeNIbHbIM HanpaBWTeNbHbIM AWArHO30M
«3nunencusa»:

AMarHosoM «3nunencus/
80,9% - npuynHa He HalpeHa

CyLoporu»: 42% - npu4MHa He HalfeHa

KOM6I/IH8LI.VIF| HECKOJIbKNX METOO0B reHeTU4YecKomn OVNarHOCTUKKM NO3BOIAET YCTaHOBUTb MPUYUHbBI annnern-

cun B OoNbLUMHCTBE cny4aeB.




a>kKHoCmb 2eHemuvueckozo mecmupo@auua

npu noobope seueHusq

JledyeHune anwnencuy 3aBUCWT OT TUMa CYAOPOr, BO3-
pacTa nauueHTa W apyrux dakTopoB. B HekoTopbix
cryyasix MoHMMaHWe TreHeTUYeCKoW 3TUONIorUK  3Mu-
Nencun MoxeT nomouyb B Bbibope Hawbormee nopxo-
OsiLLero BapunaHTa nevyeHus.

B neyeHun snunencum wucnonb3lyetrcs 6bonbluoe Ko-
JNINYeCTBO NPOTUBO3MUIENTUYECKUX npenapaToB.
OnpepeneHHbIn  TUN U 3TUMOMOMUS  CYLAOPOr  MOXET
BIUATb Ha BbIbOp MNPOTMBO3NMIENTUYECKOro npena-
paTa [N KaXoro nauueHta. Hanpumep, HekoTo-
pble npenapaTtbl MoryT ObiTb bonee 3pdekTUBHbIMU

npu VIHCI)aHTVIJ'IbeIX cnasMax, TakKnMm o6pa30M, nXx
npexrne Bcero BbI6VIpaI'OT Ana  naygneHtToeB C  Cygo-
poramu. ToyHO Tak Xe, HEeKOTOpble JieKapCTBEHHbIEe
cpencrtea Moryt ObITb NPOTUBOMOKa3aHbl MNauneHTam
C onpeneseHHbIMU  3JIEKTPOKJIIMHUYECKUMN NN re-
HeTU4YeCKMMUN anarH03amu.

B HekoTOpbIX cllydasx, MOMEe3HbIM MOXeT bblTb W3-
MEHEeHWe peXuMa MUTaHWS, BKIOYas KETOreHHYHo
OMeTy, Hanpumep [OJ8 MNaUWEHTOB C CUHAPOMOM [e-
duumuta | TMna TpaHcrnopTepa rnwkosbl (reH SLC2AT),
nbo anbTepHaTUBHOE XMPYPrYecKoe neyeHue.

q— l ekomopsle CUHOPOMbL CO CReUUPUUECKUM NOOX0O0MM K LEUCHUIO

npubedersl 8 mabaiuue Huxe:

HAPYLLEHWE

OCOBEHHOCTW TEPAMNN

CuHopoM Anbnepca v gpyrue POLG
HapyLleHwus, cBszaHHble ¢ reHoM POLG

CvHApoM feduunTa KpeaTuHa

CuHpgpom [pase SCN1A
C

MHAPOM feduLmTa TpaHcnopTepa SLC2AT
rnoko3bl (GLUT1)
M -5'- -

npupokcanb-5-pocdar-3aBmcrumasn PNPO
anunencus
MUPUAOKCMH-3aBUCUMMas anuencus)\
Cypnoporu, pearupytoLive Ha ALDH7A1

bonuHueByio KucnoTy

BonesHb Jlapopa

BonesHb YHdeppuxta-Jlynpbopra

SLC6A8, GAMT, GATM

NHLRC1, EPM2A, EPM2B

EPM1, CSTB

MpoTvBonoKasaHa Banbnpoesas KUCIoTa

OpanbHblii MpUMeM KpeaTuHa

Banbnpoat HaTpusi, knobasam, cTupmneHTos,
neseTupateTam, Tonvpamat/
MN3beratb biokaTopoB HaTpMeBLIX KaHAN0B

[MokasaHa KeToreHHas aveTa

Bbicokue po3bl nupuaokcanb-5-pocdaTta

Bbicokne no3bl NMMPUOOKCUHA K ¢0J‘IVIEBO[;1 KWUCNOThbI

M36eraTb npuemMa 6710KkaTopoB HaTpMEBbLIX
KaHanoB, eHNTOUHa

M3beraTb npnema 6710KkaTOpoOB HAaTPMEBBIX KaHaNoB,
deHnTonHa n FAMK-apruyeckunx npenapaTos

TSC1, TSC2, CDKLS5, ARX,

Cunppom BecTa ®

—
L.

SCNS8A

STXBP1, MEF2C

BurabatpuH, ropMoHasnbHas Tepanus

OundeHunH




e3ysbmamesl ceHemuueckux mecmog:

onucaHue u 3HauveHue

CyLLI,ECTByET TPW BO3MOXHbIX pe3yJsibTaTa reHeTu4eCKoro TeCtTmpoBaHun4: NOJIOXUTESIbHbIN

pe3ynbTaT, oTpuLaTeNbHbIA pe3ynbTaT WaW BapuaHT HEW3BeCTHOro 3HavyeHus (BH3).

MOJNIOKUTENbHbIN PE3Y/ILTAT:

[MonoXnTeNbHbIW  pe3ynbTaT FeHeTUYecKoro uccie-
[lOBaHWsl yKa3blBaeT Ha TO, 4YTO ODOHapyxeHHas My-
TauMs C BbICOKOM BEPOATHOCTbIO ABASETCH MPUYMHON
HapylweHWn y naumeHTa. Kak npaBuio, 3T MyTauuu
paHee yxe OblIM OMWCaHbl Yy MALMEHTOB, KIWHWUYe-
CKWe TMPOSIBAEHUSA Y KOTOPbIX OblNM cXxofHbIMU. Cxop-
CTBO KJIMHWYECKUX MPOSIBEHWA U FEHOMHbIX Hapylle-
HWUI npepnonaraer u cxofHble 3ddeKTbl OT npuema
NPOTMBO3MUNENTUYECKUX  MpenapaToB. 3JITOT  Te3uc
W NeXUT B OCHOBE FeHOTUM-OPMEeHTUPOBAHHOIO MOA-
xofa K Tepanuu anunaencuid. [lonoxuteneHbIn pe-

HWS, Ha OCHOBaHMM Yero MOXeT OblTb MPeasIoKeHo
obcnepoBaHne poAcTBeHHUKOB npobaHpa. Ha Bax-
HoCTb  obCnefoBaHWS  POLACTBEHHWKOB  yKa3blBaloOT
TakKe TakuMe 0CODEHHOCTM HEKOTOpbIX MyTauui, Kak
HemosHas MeHeTPaHTHOCTb W  BapbupyloLas 3KC-
npeccuMBHOCTb. [1ONIOXKUTENBHBIA  pe3ynbTaT  HeKoTo-
pbiXx uccnepoBaHuii  TpebyeT MNOATBepXAeHWUs  pe-
depeHCHbIM  MeTofoM. HanpuMmep, MONOXWUTENbHbIN
pe3ynbTaT, MOJyYeHHbI MNPV aHanu3e reHoB MNaHenu
«HacnepctBeHHble  anunencun»  TpebyeT nopTBep-
XIeHnsa cekBeHupoBaHuvem no CaHrepy. Kak npasu-
N0 nocfle MOSyYeHUs MOJIOKWUTENIbHOro  pe3ynbTaTa
JanbHellune reHeTUYeCKMe WCCNefoBaHUsA He Tpe-
bytoTca v B OonbWWHCTBE clyyaeB Bpay Mnosnyyaer

3ynbTaT TeHeTUYEeCKOro  WccliefoBaHUs  Mo3BodeT

TaKXe OMpefenuTb TWM HacnefoBaHWs 3abonesa- — BO3MOXHOCTb MOCTaBUTL KITMHUYECKUIA NATHO3.

OTPULIATEJIbHbIA PE3Y/IBTAT: reHeTMyeckum TecToM, (4] y naumeHTa He Hacnepct-
BeHHasa dopMa anusencum.

OTpuuaTesbHbIM  pe3ynbTaT  reHeTMYeckoro  wuccie- .

[OBaHMS yKasblBaeT Ha TO, YTO MPU MCMOSb30BaAHUK Takum obpasom, OTprLaTENbHbIV pesynibrat

TEX UM MHbIX METOLOB BapuaLuii, KoTopble Morau Gpi 1S VCKIIOHAET  TEHETVHECKAX — MpUHuH  snunen-

BbiTb CBSI3aHbl C KIMHUYECKUMU nposiBneHusMu y o6- <M MNony4enne OTpMLATENBHOTO  pe3sylibTata

CNEiyEMOro 0BHAPYXEHO He BbIN0. nccnefnoBaHUs  ABAAETCH  BaXHOW BexoW B [Ou-
arHoOCTMYeCKOM noucke, MOCKOJbKY npuBoOaUT

3TO MO0 MPOM30ATK MO HECKONbKUM npuynHam: (1)
y nauueHTa MMeeTCs MyTauus B reHe, He BKJIOYEH-
HOM B naHesb, (2) y mauueHTa uMeeTcs MyTauus, HO
reH Ha CerofgHsAWHWA feHb He KapTuposaH, (3] nauu-
EHT MMeeT TWUN MyTauuu, He OnpeaensieMbli LaHHbIM

K Oonee TUATeNbHOMW OLEHKe KJMHUYECKOW KapTu-
Hbl, ¢eHoTMNa nauueHTa, 4YTO MOXeT mnoTpeboBaThb
NpoBeLeHUs [OOMOSIHUTENIbHBIX KJIMHUYECKUX ucche-
posaHui.  OTpuuaTtenbHbIi  pe3ynbTaT  McCliefoBa-
HUS He MO3BOJIAET OnpefenuTb MPOrHO3 U CKOppek-
TMPOBATb Tepanuio.

BAPUAHT HEM3BECTHOIO 3HAYEHWA:

HensBecTHoe K/MHMYECKOe 3HayeHWe UMelT Ba-
puaHTbl, KoTopble NMBO paHee He ObIM  ONMCaHBbI
y MNauMeHToB C NOAO0OHbIMU KIMHWYECKMMU MposiBie-
HWAMYW, O[LHAKO oOKa3blBaloliMe 3HayuMoe BIWSHME
Ha cTpyKTypy benka. K HMM e MoryT ObiTb OTHeCeHbl
BapuaHTbl Bbi3blBaloLlMe GeHOTUNMYeCKMEe U KIUHW-
Yyeckue TMpOSBAEHUS JUWb YaCTUYHO MepekpbiBalo-
lwmecs c HabniwogaembiMu y npobaHpa, nubo paHee
onucaHHas naToreHHas MyTauus, HO BCTpevatolla-
fC B TOMO3WUIOTHOM WU KOMMayH[, reTepo3nroTHOM
COCTOSIHUM.

Mpv BbiSBNEHWM BapuaHTa C HEWU3BECTHbIM KJIMHUYe-
CKUM 3HayenueM [(BH3) momkHo 6bITh pekoMeHmgoBa-
HO obcnefoBaHue poauTenenl U Opyrux POLCTBEH-
HWKOB, [O151 YTOYHEHWA ero natoreHHocTu. BaxHoe
3HayeHWe uMeeT obHapyxeHuWe nopobHOro Bapu-
aHTa y POACTBEHHUKOB MWMELWMUX CXOAHble KIWUHU-
yeckue NposiBIeHUs.

B aTom crniyyae MoxeT ObITb caefiaH BbIBOL O TOM, YTO
obHapyXeHHbI  BapuaHT CKopee BCero siBNsieTCs
npuumHon 3aboneaHusa. Yem bHonblie ymcno nopa-
XKEeHHbIX 4neHoB cembn ¢ BH3, Tem bonbwe BepoaT-
HOCTb TOro, YTo BH3 aABNAeTCH NnaTtoreHHbIM.

TakuM obpasom, npu nony4yeHunW pesynbTaTa

MaHue Ha pekoMeHpauunu no
Apyrunx

OUEeHKM

noATBepXAEeHWNI
cnefnoBaHUKO pO,El,VITeJ'IeVI n POACTBEHHWKOB,

— TMOBTOPHOMW TU,aTeNlbHOW KNMHNUYeCKOM

HeoOX0oAMMOCTH, Bpa4yel APYrux cneynanbHoCTeN.

reHeTU4yeckoro
0bHapyXeHHbIX

KapTuHbl W”

nccnepoBaHna Heobxogumo obpauwaTtb BHU-

BapuMaHTOB pedepeHCHbLIM MeTofoM, 06-

B Cly4Yae nojsiyd4yeHud oTpuLaTesIbHOro pe3ynbtaTa

¢eHOTVII'Ia nagyneHta C npuBnedyeHnem™m, npu




eoHamauabHble cgaopozu
Kaunuweckuit npumep: maabuuk, 3 200a

Poobl 1 bepemeHHocTb 6e3 ocobeHHocTen. C 20 pHel >KU3HM Has TUMOTOHMWS, CHWXEHWEe 3pUTEeNbHOro0 KOHTakTa, Aucoarus.

Habnoganucb MynbTUdOKanbHble KJIOHWYECKMe Cynoporv, Ajau- Mo 33 - 3amepneHne ¢OHOBOW PUTMUKWM C TreHepa-

TeNbHOCTbIO A0 1 MUHYTbI, HECKOJSIbKO pa3 B [eHb — HeoHaTaslbHble nn3oBaHHbIMKM 2-3 [ KOMNIekKcaMu crnalk-MepgneHHasd

cypoporu. B HeBponoruveckom ctatyce B 1 Mecay — pguddys- BOJIHA, KOTOPble COMPOBOXAAAU NPUCTYMbI.

DapMakoaHaMHes: Mpu ocmoTpe: rpybas ovaroBas HeBpo-

MupnpokenH — bes adpdekTa. formyeckasi cMMmnToMatMka B BuAe cnac-

®eHobapbuTan — ¢ KpaTKOBPEMEHHbIM TMYECKOro TeTpamapesa, C 3JIeMeHTaMu |

addekToM. IKTpanupamMuUHONW PUTMOHOCTM B pyKax, ™ "‘ "'m

DeHUTOUH — yyallleHne NPUCTYNoB. cnuHo-UepebennapHoil  aTakcuu,  runep- (W
CanvBaLMU U CHWXKEHUU T0TOYHOro U ” ‘

Ha doHe B/B BBegeHus Kennpbl cygopo-
™ Obln HeMeAJIeHHO OCTaHOBJEHbl, MpK
nocnenytoiiem nepopanbHoM npueme B BospacTe 26 MecAueB Tepanusa 6Gbina
Obina  [OCTUTHYTAa peMuccuss no  npu-  oTMeHeHa. [lpu ocMoTpe uepe3 7 Mecs-
ctynam. B HeBponoruMyeckoM  cTaTyce  LeB COXpaHsflacb peMUcCUsi Mo MpUCTY-
Habnlofanucb  TMUNOTOHWS W yMepeHHas  naMm, Takxe Habnwoganucb Hebonbluont

5

HebHoro pednekcos.

e

ncuxo-MoTopHas  3agepxka. [lpu  npo- cTpabusm, yMepeHHas NCUXOMOTOpHas
L,OJKEHHOM Buaeo-33I MOHUTOPUHIe 3afjepxka c obuwen runotoHnen. Peyb — e
aNUNenTMPoOpMHast aKTUBHOCTb He peru- nenet. [ToHWMaHWe peyn nioxoe. 6162 | S N oI\ N N AN A fA
o na MMMWWW
CTpupoBanacb, pUTM 3aMeffieHHbIW, [e- [
ror ! nocﬂeﬂ.Hee 33 [33'MEC‘}|‘-{HOFO BO3pa- €20t [ AN N IAIN AN A At A PN NN S e
30praHn30BaHHbIN. . B N e
cTa) nokasblBaeT 3aMefieHne GOHOBOM ax | }
oo VP S O R PSP PSP PSS ISP PR . L SR O P
Ha MPT ronosHoro mo3ra — 6e3 KnuHuye- aKTMBHOCTM Be3 anunenTudopMHON ak- o ERR R e
CKWN 3HAYUMBbIX U3MEHEHWIA. TUBHOCTMW. e e e e

Mpu 3k30MHOM cekBeHupoBaHuun [HK 6bina BbisBneHa reteposurotHas de novo mytaums [(c. [922A>T], p. [Lys308 *1) B rene STXBP1,
NpuBOAsLAs K MpexaeBpeMeHHOMy dopMupoBaHuio CTon-kofoHa. MyTtaums 6blna  BanupauMpoBaHa cekBeHMpoBaHuem no  CaHrepy.
KnuHudyeckme 0cobeHHOCTM MauMeHTa, COOTBETCTBYIOT paHHEee OMWCaHHbIM ciyyasM 6ofibHbIX ¢ MyTauuamum B reHe STXBP1 (panHas
anuenTuyeckas sHuedanonatns ¢ TOHUYECKUMMU U KIIOHUYECKMMM CYL0POraMu U YMCTBEHHOM 0TCTanocTbio).

opoku pa3bumua kopsl 20408H020 amo32a

Kaunuueckuit npumep: oeBouka, 5 aem

CeMelHbIi aHaMHe3 no anuiencunm He oTaroweH. Popbl cpoy- Mpn MPT ronoBHoro Mo3ra BbISIBISAM MOCTULIEMUYECKME OYaro-
Hble, MyTeM Kecapesa cedeHus. o wkane Anrap 8/9 6annos. Bble U3MeHeHUs. Bbilo nofo3peHve Ha BPOXKLEHHbIN MOPOK pas-
B passutnn po 1 roma He oTcTaBana, nocsie rofa - 3afepXkka BWTWUS TOJIOBHOFO Mo3ra c (GOpMMpOBaHMEM MopaHLedannyeckon
MCUXMYECKOro pas3BuTUS, peyn. PoauTenn oTMevaloT YacTble anu- KUCTbI U y4acTKaMmn AU3rupuv npasoi remmcoepbi.

3o4bl arpeccun y pebernka. B aHaMHe3de HeopHokpaTHble OHMK

- Mo paHHbiM M3T ¢ riwkosoit (MposefeHHoro uyepes 3-4 uyaca no-
B 06eunx remmucdepax. JIeBoCTOpOHHWIA reMunapes.

cne npuctyna) B npasoi remucdepe BbIFBISETCH y4acToK WMo-
Mpuctynbl ¢ 1 roga no Tuny 3acTbiBaHWS C MOBOPOTOM [OJOBbI MeTabonn3ma, COOTBETCTBYIOLUMIA 30HE JoKanu3auuu npepgnona-
BJeBO W BTOPWYHO-reHepasin3oBaHHbIMKU cygoporamu. [lpucTynsbl raeMoi KUCTbI.

eXefHeBHble ¢ YacToTol o 5-6 pa3 B cyTKuU.

TakuM obpa3oM, npoBegeHHoe [poobcriefoBaHWe MOATBEPXKAAET Hanuune nopaHuedanum - BPOXLEHHOrO TMOpPOKa Ppa3BUTUS TOJS0B-
HOro MO3ra — W BAVSIET Ha TaKTUKY XMPYPruyeckoro BMeLaTeNbCTaa.

Mpn pnutenbHoM  BuAeo-33[  MOHWTOPUHIe  PerucTpUpoBasoch
yMepeHHoe 3aMmeffieHMe U pe3opraHusauua  GOHOBOW  pUTMU-
kn 6boapcTBOBaHMS U CHa. TakXke perucTpupoBanachb 3nuen-
TMPOPMHasA aKTWBHOCTb B BEPTEKCHOW W JIeBOW LieHTpanbHoK
obnactax, W npoposKeHHas anunentTudopMHas akTUBHOCTb B
BMAE KOMMEKCOB MWK-Me[sleHHas BOJSIHbl B MpaBblX 3afHWX OT-
nenax, 4To cootBeTcTBoBano gaHHbiIM MPT u 3T ronosHoro Mos-
ra.

Mpn cekBeHupoBaHun [HK BbiiBNeHa reTepo3nrotHas MyTauums
B rede COL4AT (chr13:110831305del18,p.Pro803_Gly808del). Tlete-
po3uroTHble MyTaumm B reHe COL4AT onucaHbl y mauueHToB C 3a-
foneBaHNeM MeNKUX COCYAOB MO3ra C KpPOBOTEYEHWUSMMU (OMIM:
607595), HacneacTeeHHOM aMruonaTueir C HedponaTueil, aHes-
pr3MaMu U MblleyHbiMu  cypoporamu (OMIM: 611773) u nopax-
uedanweir, Tun 1 (OMIM: 175780).




nuasenmuvueckue sHuegpasLonamuu

Kaunuueckuit npumep:

CeMelHbI aHaMHe3 Mo 3nunencuu He oTarowieH. BepeMeHHocTb
n popbl 6e3 ocobeHHocTerr. C 1,5 MecsiueB XM3HU - CepuiiHble

MHpAHTUAbHbIE CMasMbl, B MOCAEACTBME MNPUCOEAUHUNUCH TeHe-
panun3oBaHHble  TOHUKO-KNOHWYeckue cypoporn. ®apmakopesu-
CTEHTHOCTb.

C paHHero [eTckoro nepuopa: 3afepxka MNCUXOMOTOPHOrO

pa3BUTUS, BbipaXKeHHas AUdy3Has rMNOTOHWMS U MuKpoledanus.
Kpome Toro, obpawanu Ha cebs BHMMaHue bGnepHbI LBET vua,
BCerfa OTKPbITbIA POT, BbICYHYTbIV A3blK, MPOrHATUSA, WWPOKNE MEX-
3y6Hble MPOMEXYTKM, YacTblil cMex/ynblibKa.

MPT ronoBHoro Mo3ra — 6e3 ocobeHHocTel. [lpn HeogHokpaT-

mauavuuk, 2 2zo00a 10 wuec.

HOM npoBefeHun 3I3M-BUAEO MOHWTOpPUHra B 8 MecsLeB OTK/OHe-
HWA OT HOPMblI HMO3NEKTPUYECKOW aKTUBHOCTM rOI0BHOrO Mo3ra
He BbifgBneHo. C 2 neT peructpupoBasncs 33-naTrepH «BCMbILIKa-
nopasneHme».

HapyLueva obmMeHa BelecTs, CUHOPOMbI Pettra »n AHrenbmaHa -
NCKIOYEeHbI.

Mpu nposepeHun [JHK-ananusa BbigBneHa MyTauua c.349 dupT
B reTepo3nroTHoM coctosHuu B reHe CDKLS, npuBopswas k cpsu-
ry paMKM CYWTbIBaHUS W MNpexpeBpeMeHHoMy ($OopMUpoBaHMIO
CTOM-KOAOoHa.

Kaunuueckuit npumep: maavuuk, 1 200 1 wmec.

CeMelHbIi aHaMHe3 Mo 3nuiencuy He oTarolleH. BepeMeHHocTb
n pombl 6e3 ocobeHHocTen. C 9 MecsueB XuM3HU [ebioT cepui-
HbIX 3KCTEH30PHbIX WHOATWIbHBIX CMa3MoB, B  MNOC/efyLeM
NPUCOEAVHUNUCE GIIEKCOPHbIE UH(aHTUIIbHbIE CMa3Mbl W TeHe-
panu3oBaHHble  TOHWMKO-KJOHWYeckme  cygoporu. ®Dapmakopesu-
CTEHTHOCTb.

C paHHero peTckoro nepuona Habnwoganuce 3afepxKa nMncunxo-
MOTOPHOI0 Pa3BUTUA, TMMOTOHUA U MVIKpOLLeC])aJ'IVIFI.

Mpv ocMoTpe: rayBoKO MOCaXeHHble rasa, LUMPOKUA POT C Bbl-
CYHYTbIM 3bIKOM W 330CTPEHHbI HOC, 3MU30AbI HeafeKBaTHOro

cMexa.

Mpn npoBegeHun 33-Buaeo MOHWTOpPUHra B 9 MecsaueB peru-
CTpUpOBanM B OCHOBHOM He3penyil ¢GOHOBYW PUTMUKY CHa, be3

4eTKOW 3nNuNenTMdOpMHOA aKTUBHOCTM W NATTEPHOB, XapakTep-
HbIX NPW CUHAPOMe AHrenbMaHa.

MPT ronosHoro Mo3ra — 6e3 ocobeHHocTe.

Kapuotun — 46,XY. [lpu npoBefeHUM XPOMOCOMHOIO MWKPO-
MaTpUYHOrO aHanin3a BbiSBNIeHa MuUKpogeseuuss B obnactu xpo-
MocoMbl  15911.2-q13.1, onucaHHas y 60MAbHLIX C CUHAPOMOM
AHrenbMmaHa.

pozpeccupyrowmue MUOKAOHYC snusLencuul

Kaunuuweckuit npumep: maavuuk 5 1em

CeMeliHbIi aHaMHe3 Mo 3Muiencun He oTarowieH. bepemeHHocTb
M popbl - 6e3 ocobeHHocTel. TeMnbl paHHero MOTOPHOrO pa3Bu-
™Ms pebeHka cooTBeTCTBOBaNM HopMe. [lcuxo-peyeBoe pasBu-
Te npoTekano c 3ajepxkoi. B 1 rog pebeHok He npousHocun
HW cnoB, HU cnoroB. [ebtot npuctynos B 1 rog 1 Mecsiy B BUAE Mu-
OKJIOHWI BEK W CEPUIMHBIX N OBUHOYHBIX «KUBKOB».

Ha MPT ronosHoro Mosra - 6e3 KJIMHWYECKM 3HAYUMBbIX U3MeHe-

HUI.

Mpn ocmoTpe: rpybas ouyaroBas HeBposiornyeckas CUMMTOMa-
TMKa B BUWAe CMacTWyeckoro TeTpanapesa, C 3/JeMeHTaMu 3K-
TpanupamMuMgHoOM  PUrMAHOCTM B  pykaX, ChuHO-LepebennsapHoi
aTakcuMu, runepcanMBaLMn U CHUXKEHWU T[N0TOYHOrO U HebHoro
pedrekcos.

[naMmopduyeckme 4YepTbl CTPOEHWA JAWLA: [a3HOW runepTeno-
PU3M, Kapnuil poT, BbiCOKOe Hebo, ANMMHHBLIA GunbTp. Peub, a Tak-
XKe HaBblKWM OMNPATHOCTM U caMo0bCNyXMBaHWS, OTCYTCTBOBasM.
OTMeyanucb Npofo/KNTENbHbIE MWUOKAOHWM B MblWLAX PyK WU Hor,
Bonblue cnpasa.

Y4uTbiBasi MOBbIWEHHbIV MOPOr CTUrMaTM3auuu, B KayecTBe MepBo-
ro AMarHoCTMYeckoro TecTa Obin MpoBefeH XPOMOCOMHbIA MW-
KpOMaTpWYHbIA aHanu3, B pe3ynbTaTe KOTOpPOro Obifa BbisiBEHa
Mukpogeneunss B obnactm xpomocombl 7q11.21 pasmepom 8769
n.H. B obnacte peneuumn nonapgan red KCTD7, oTBETCTBEHHbIN 3a
BO3HUKHOBEHME MUOKJIOHYC-3nuaencum 3 Tuna.

YunTtbiBag, 4yTo 3aboneBaHune Hacrnenyetcd ayTOCOMHO-peLec-
CMBHO, [ONnd noATBepxAeHUda [uarHosa 6bIn nposefeH CUKBEHC
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Mpu npoepeHnn 33 MOHWTOPMPOBAHUS OCHOBHOW PWUTM HE BbI-
asnsncs, ¢oHoBas puTMmMKa rpybo 3amepsieHa. 3Inunentudopm-
Has  aKTWBHOCTb PEerucTpupoBanacb B BEPTEKCHbIX PervoHax
BbICOKUM  WHAEKCOM, HEepefKo MNpUHUMAas  reHepanu30BaHHbIN
xapakrep.
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reHa KCTD7, 6bina BbiiBNeHa paHee HeonuWcaHHas MyTauus
383A>C (GIn128Gly) B 3 3k30He reHa.
Mpu obcnepoBaHnn poauTenein npobaHAa BbISBNIEHO TreTEpoO3u-

rotHoe HocuTenbcTBo MyTaumii B reHe KCTD7. Takum obpasom,
pebeHOK oOKasancs KOMMayHA-reTepo3vrotoil no [ABYM paHHee
HeomnncaHHbIM MyTauWsM B TreHe, OTBETCTBEHHOM 3a BO3HUKHOBeE-
HWe MUOKJIoHYC-3nunencun 3 Tmna.




