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rEHETUMECKUE HEPBHO-MbILUEYHbIE
PACCTPOUCTBA

CeMeiHbIi aHaMHE3, SMN1 MLPA/qPCR + NGS
T T KJIMHUYECKast (meneuwust/mynauKanus u
MbIIIeuHast aTpodus HAaCTOPOXKEHHOCTS, TOYCYHBIC MYTAIlHH),
MOJICKYJISIpHBIH TuarHo3  SMN2 (koau4ecTBO
CHUHAJIbHOU aTpoduun xonuit), NAIP

IMosicHO-KOHEYHOCTHASA
MbIIIeYHAS
aucrpogus,
Bpoxaennbie
MbIlIEYHbIe AUCTPOPUHU

Mbebimeynasi sucrtpodus Miii?;fc;ifl};i?m DMD (menenus/ MLPA + NGS
Jromenna yposrs CK, kapTuna AYTUIMKAlUs K30HA U
MbimeyHasi AUCTpOpus muctprodun Ha TOYCYHBIC MYyTaI[UH)
bexkkepa TUCTOJIOTMYECKUX aHAJIN3aX
HacaencrBeHHblie
HellponaTumn
lTapko-Mapu-Tyrta
/HNPP
CAMATOMBL | | gppcT ATIN, SPG7, Nanens NGS
Bpoxnennsre MPOTPECCUPYIOWEN  prEPq KIF5A, KIAA1840
CIACTHYECKHE CNacTUYHOCTU HI/‘Il)KHI/IX (SPG11), ZFYVE26
napanjieruu ARG, (SPG15), CYP7B1
oTAraweHHas
HacneaCcTBEHHOCTb
Bpoxnennsie
MHACTEHUYECKHE
CHH/IPOMBI
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Heiipo-aereHeparuBHbie paccCTpoucTBAa

dapmako-pe3ucTeHTHbIE SCNTA. SCN2A. SCNSA

TeHeTHUYECKHUE SMUJIENTHYECKHE KPU3bI, KCNQ2, KCNQ3, KCNTT,
AMUJIENICUH, MU THYECKUE STXBP1, CDKL5, IManeas NGS
IMHICHTHYCCKHE — DHUCPAIOMATUHC 5rpyig ARy GABRAT
JHNedasonaTHH  AeOI0TOM BJICTCKOM )\ pons'c) ooy '
BoO3pacre '
DpoHTO-
TEeMIIOpPAJbHAaA
nemenuus (FTD),
FTD-ALS
eMEeHIH ¢ 1e010TOM
BOH‘?HL ﬁlnMrml)lMon BnpaHHeM
Anbu%enMepa € Bospacre, BHIPAKEHHAS  App PSEN]. PSEND Taprernoe NGS,
1e0TOM ceMeiinast ’ APOE  TaprerHoe
CMMIITOMOB B NPeaCPACIIOIOKEHHOCTD, FenoTH reHOTUIIUPOBAHUE
PaHHEM BO3pacTe MOJO3PEHNA HA

MOHOI'eHHYI0 opmy

MoHorennas
00J1e3Hb
ITapkuHCcoHa,
HaCJIeACTBCHHBbIE
ITapKHHCOHU3MBI
Oommpubie usmenennss  GALC, ARSA,ABCD1,
TeHeTHYeCKHe 0eJIOT0 BelecTBa Ha ASPA, HEPACAM,
. CT/MRI, EIF2B1-5, AARS2, MManear NGS +/-
ACHKOMHCTPOPHH,  yporpecenpyiommii  POLR3A, POLR3B, anamns CNV
JeiKoIHUe(AONaTUH  xapakTep, ciokHbie  TUBB4A, PLP1,GJC2
CUMIITOMOKOMJIEKBI
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JIpyrue rectnl

TecT Ha ayTH3M PacwwnpeHHoe
UCAS - Ultimate reHeTnyeckoe CHDS8, SHANKS3,
Complete Autism nccnefoBaHue npu SYNGAP1, SCN2A, PacliMpeHHas naHenb
Screening paccToncTBax ADNP, TCF4, GRIN2B,
MHAMBH/YaJIbHbIA U B AYTUCTUYECKOrO CNekTpa,  NRXN1, CNTNAP2, NGS + aHanus CNV +/-
TpHO (poauTean + paccTpoicTBax FMR1 (pacwupenne PacwmpeHus
pebdeHOK) Henpo-NCUXNYECKoro CGG)
pa3BuTUA
IMonnoe
CEKBEHUPOBaHUE

sk3oma (WES)
HHAMBUAYaJIbHOE U B
Tpuo (poauTenn +

pebdeHOK)
[moGanHbIil aHaTU3 BCeX
TeHOB (KaK
IosHoe KOHH®H£HPYmmHX TaK 1 AHanus Bcero MonHoe
HEKOHDUIHPYFOIIIX
CEKBEHHPOBANME O\ crpyirypupe ~ HYKJICAPHOTO FCHOMa,  CeKBEHMpoBahue
reHoma [EPECTPOUKH B Cilydae a"Hamu3 SNV, CNV, reHoma (WGS) meTogom
(WGS) CJIOKHBIX U KOMIUICKCHBIX SV NGS

HCBPOJIOTMICCKUX KaPTHH
u CUHJAPOMOB

Takxe Mbl npon3BoanM reHeTn4yeckme aHanumabl NMpu:

1. Tooo3peHnAx Ha NaTonoruun, cCBA3aHHbIe C HapyWeHUAMUN MUrpaLnum HEMPOHOB.
[laHHble naTonormmM 4acTo accoumMmpoBaHHbl C ANUMENCUEN, 3a4EPXKKON pa3BUTUA,
AeTCcknMm uepebpanbHbIM napannyemM, HapyLweHUAMN OBUXKEHUN.

2. lNMopo3peHnax Ha NaTonorun, CBA3aHHble C BPOXKXAEHHBIMWU aHOMaNUaMmM CpeguHHOM
nnHmm UHC. JaHHble naTonorMm 4acto accoumMmpoBaHHbl ¢ gedektTamm runodusa,

3peHnd, nNnnMUueBoro yepena v yeperna B Uenom.

MMMyHOnornyeckmm aHanus Ha aHtTutena Kk onaTtHbiM peuentopam
(FRAA) kak geTtam, npu NogoO3peHNN Ha PacCTPONCTBO ayTUCTUYECKOTO
cnektpa (PAC), aHomanun HenpopasBuUTUdA, Tak 1 6epeMeHHbIM
XeHwmnHam, gnsa npeseHunn PAC.

www.eyes2eyes.net
e-mail: iteyes2eyes@gmail.com
Whatsapp/Tel: +995577100053



STROKE PANEL
]

Iepedpanbuas Jlerkre KOTHUTUBHBIE NOTCH3, HTRAI,

CTSA, GAL
Goaesnr HapyWEHus, ASMEHLNL,  TREY) "FOX (], Masers NGS
MEJKHUX
COCYI0B BemecTBa Ha MRI COL4A1/A2
MepedpanbHas
00J1e3HDb
KPYIHBIX
COCY/10B
WNucyner, TIA, minor ACE, CBS, MTHFR,
K Bgéi)%l;ge]i h(/)[Tog}(’)'IJ‘ICOBNII/Ie AGT, FGB, FII, FV, N NGS
PRI knacciecknx  FXIII, PAL-1, HFE AL
bakTOpOB pUCKa JJIA i CX37 ? >
aTepockieposa
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