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B HacTodleld MHCTPYKUMHU MO NPUMEHEHUIO (Janee — WHCTPYKLUS) U3JI0KEH
METOJi TMATHOCTUKHU, KOTOPBIA MOMXET OBbITh MCIOJIB30BAH B KOMILUIEKCE MEAUIIMHCKUX
yCIIyT, HAlpaBJICHHBIX HA JUArHOCTUKY T'€HETHUYECKHUX 3a00JIEeBaHUM, MPOSBISIONIUXCS
aHOMAaJIMSIMHU MO30JIUCTOTO TeNa.

Hacrosiimass wHCTpyKUMs TpegHa3HayeHa [JIsl BpPAYEH-TEHETHKOB, Bpaydei
yJIbTPa3BYKOBOM AMArHOCTUKH, Bpadyel JydeBOM JAUArHOCTHKH, WHBIX Bpadeu-
CIEHHUAIINCTOB OPTraHU3alni 3[PaBOOXPAHEHUS, OKA3bIBAIOIIUX MEIUIIMHCKYIO TOMOIIb
NaIMeHTaM B CTAIlMOHAPHBIX, aMOYJIATOPHBIX YCIOBHSIX.

HNEPEYEHb HEOBXOANUMOI'O OBOPYIOBAHUS, PEAKTHUBOB,
CPEJICTB, U3/IEJINMA MEJJUIIMHCKOM TEXHUKH

1. YasTpa3ByKoBbIC anmaparbl AKCIIEPTHOTO KJacca, OCHAILICHHbIE
TpaHcaboMuHaIbHBIMU (4-8 MI'1) u BaruHansHbIMU (5-9 MI'11) natunkamu.

2. MarauTHO-pe30HaHCHBIN ToMorpad ¢ UHIYKIIMEH MarHUTHOTO TOJIs HE MEHEee
1,5T.

3. UHple MeAuIMHCKUE W3JeNus, HCIHOJb3yeMble I pean3allud METOoJa,
W3JI0)KEHHOTO B UHCTPYKIIHH.

INOKA3AHUA K IPUMEHEHUIO

[Topoku pa3BUTHS MO30JUCTOro Tena y mioga (¢ 18 Hemenu BHYTPUYTPOOHOTO
pa3BUTHA).

[InaHupoBaHne OEPEMEHHOCTH B CEMbE, UMEIOIIEH pedeHKa ¢ aHOMaJUSIMHU
MO30JIMCTOTO TeJa.

IHNPOTUBOINIOKA3AHUA IJIAA TIPUMEHEHUSA
COOTBETCTBYIOT TaKOBBIM JJIi MEIUUUHCKUX W3JEINN, HEOOXOAUMBIX IS
peann3anyu METOI0B, U3JI0KEHHBIX B HHCTPYKIUH.

OIMMCAHUE TEXHOJIOI'MA UCITOJIB30BAHUA METOIA

YabTpa3ByKoBoOE HCC/IEI0OBAHUE

JUist  OLIEHKM  CTPYKTYphl MO30JHMCTOrO Tejla 1O JIaHHBIM  0a30BOM
HelpocoHoTpaduu  IUIOAA  HMCHOJB3YIOTCS  CEPUM  AKCHAIBHBIX, KOPOHAPHBIX,
CaruTTaJIbHBIX MIIOCKOCTEN (MpUIIOKEHUE A).

Onpenenstor:

CUMMETPUYHOCTh OOKOBBIX KEITYI0YKOB;

KOH(MUTypalnio OOKOBBIX JKEIyI0YKOB;

HaJIM4YMe/OTCYTCTBUE YBEIIUUCHHS Pa3MEPOB JKeyT0UKOB,;

HaJUYUe/OTCYTCTBUE MOJOCTH MIPO3PAYHOU MEPETOPOJIKH;

paclIMpeHrue MEXIOMyIIapHON IIeNH;

paclIMpEeHre U CMEIICHUE 3-T0 KEeITyI0UKa;

KOH(UTypanuio, pacrojoKeHWe W3BWIMH Ha MEIUAJIbHOM TMOBEPXHOCTU
noJtymapuii (BO3MOXHO B 3 TpUMECTpe OEPEMEHHOCTH);

Pa3pemiaroniasi cmocoOHOCTh MPEHATATBLHOTO YJIBTPA3BYKOBOTO WCCIICIOBAHMUS
MO3BOJIIET YCTAHOBUTH TOJIBKO KOCBEHHbIE MPU3HAKU areHe3uu (MOJHOM Wiu
YAaCTUYHOM) MO30JMCTOTO TeNa Yy MIoAa.



Yaempaseykoevle npusnaku azenesun MO30IUCMO20 meaa )y niooa (npunodcerue A).

B akcuanbHBIX ¥ KOPOHAPHBIX IIJIOCKOCTSX:

OTCYTCTBHE BU3yaJIN3aL[UH TIOJOCTH NPO3PAYHON IIEPETOPOIKH;

«KaruieBHHAsS» (opma OOKOBBIX KEIyJOUYKOB (y3KHE IIEpEeJHHE pora H
pacIIMpeHHbIE 3a]JHUE pora);

HapasuleIbHOE PACTIONOKEHNE OOKOBBIX KEITYA0YKOB;

pacUIMpPEHNE U CMELLEHUE KIIEPEIU U BBEPX 3-TO XKEIYyA0UKA;

pacIIMpEeHre MEKIOMYIIAPHON IIETIN.

B carurransHOM IIIOCKOCTH:

OTCYTCTBHUE BH3yaJIU3alMU CPEIUHHOW apTepuyd MO30JHUCTOro Tena (pekuMm
JOTJIEPOBCKOTO CKAHUPOBAHHS).

BoisaBienne 3 u OoJiee yIbTPa3BYKOBBIX KOCBEHHBIX IPU3HAKOB aHOMAJHMA
pa3BUTHS MO30JIUCTOTO Tejla SBJIAETCS I[OKAa3aHUEM JJII MarHUTHO-PE30HAHCHOU
ToMorpaduu mioza.

MaruuTHO-pe3oHancHast Tomorpagus (MPT)

MarautHo-pe30oHaHCHass ToMorpagusi TOJIOBHOTO MO3ra IUIOJAa MPOBOJIUTCS B
cpoke rectanuu Oosnee 19 wegenb. B OGomee pannue cpoku MPT  sBisercs
MaJOMH(OPMAaTUBHBIM ~ BBHJY [O3JHET0 MOpQOreHe3a MO30JMCTOTO Tejla U
KOPTUKAJIBHBIX CTPYKTYp KOHEYHOI'O MO3ra, a TAK)K€ BBIPAXKEHHOU IOJBM>KHOCTBIO
IUI0/A.

MarHuTHO-pe30HaHCHAass TOMOIpadusl TOJOBHOIO MO3ra IJIOJA BBIMOJIHSAETCS C
UCIIOJIb30BaHUEM (PEeTAIbHBIX NPOrpaMM Ha CEPUU JBYMEPHBIX CPE30B TOJILIHUHON
2,7-4 MM. M300pakeHus MOTy4ar0T B TPEX OPTOTOHATBHBIX TIOCKOCTSIX C MOMOIIBIO
cuH-5X0 (SS-FSE) B T2-B3BelICHHBIX MOCIEAOBATEILHOCTAX U HE MEHEE OJIHOM
T1-B3BElICHHON TOCIEAOBATENBHOCTA. B  cilydasx mNoOpakeHHid, 0O0YCIOBICHHBIX
KPOBOM3IUSHUAMH, OOBEMHBIM 00PAa30BAHUEM C BHICOKUM COJEPKAHUEM JIMIHJIOB, IIPU
HapyLICHUAX KalbUU(UKALMU PEKOMEHIOBAHO IMOJIyYeHHE H300pakeHUus B JBYX
OpPTOTOHAIBHBIX INIOCKOCTAX T1-B3BEIIEHHON MOCIEA0BATEILHOCTH.

CtpyKTypHI TOJIOBHOTO Mo3ra AHAJIM3UPYIOTCS B W D1\%20118971
NOCJIEIOBATEIbHOCTH: MMAapeHXuMa, OOpO3[bl, KENyIO04YKOBasi CHCTEMa, CTPYKTYpPHI
CpEHEW JINHUY, 3aJHEW YEPETTHOMN SIMKH.

llapenxuma

Jlo 21-24 nenenp recTaly BU3YaIU3UPYIOTCS TPU CJIOS MAPEHXUMBI TOJIOBHOTO
MO3ra: 3apOoJIbIIIEBbIM MATPUKC (TEMHAas IM0J0Ca, OUYEPUHUBAIOIAsl OOKOBBIEC KEITYTOUKU
Ha T2-B3BemeHHbix MPT-u300paxenusix), KOpTUKadbHas MJIAaCTUHKA (T€MHas MoJioca
Ha T2-B3BEIIEHHBIX HM300paXeHUsX M sipkas Ha T1-B3BEUICHHBIX H300pPAKEHUSIX) U
MPOMEKYTOUHBIN coi (sipkast mojoca Ha T2-B3BEHICHHBIX U300paKEHUSIX U TEMHAs Ha
T1-B3BELLIEHHBIX U300PAKEHUSIX ).

C 22 Henenu recTalliv BU3yaIu3upPyeTCsS MUEIIVH.

C 24-27 Henmenu  TecTaMUd  3apOABIIICBBIM  MATPUKC  HMCYUE3aET,
nudGepeHIUpyOTCS 1Ba CIIOS.

bopozowi

B nopme ¢ 16 nepenu ompenensitorcsi CuiibBUEBBI 00pO37bl, ¢ 22 — TEMEHHO-
3aThUIOYHbIE M THUMMOKaMIma, ¢ 24 — LHUHTYISpHBIE M KalbKapuHOBbIE, ¢ 26 —



IEHTPaJIbHBIE, ¢ 27 — MapTUHAIBHBIE, TIPE-/TIOCTIEHTPATbHBIC, BEPXHUE BUCOYHBIC, C
29 — BepxHHE U HIKHUE JIOOHBIE, ¢ 33 — HIKHHUE BUCOYHBIE U KOJUIaTepaIbHBIC.

OtcyTcTBUE BU3yaldu3aluu OOpO3]l B yKa3aHHBIE CPOKU OMNpENENsieT Haludue
KOPTUKAJIBHBIX HAPYIIEHUMN: CIIEKTP JTUCCIHIEhATUY.

Kenyooukosas cucmema

CranmapTHOE€ HM3MEPEHHE >KENyIO0YKOB TOJIOBHOTO MO3ra IUIofa MpPOBOAST B
akcuanpHol Tmiockoctu. Illupuna >xemymoukoB Oosiee 10 MM paclieHHBaeTCsl Kak
BEHTPUKYJIOMETAJIHSI.

Kpass GOKOBBIX KEIyZOYKOB HWCCIAEAYIOT Ha HaJUYHME Y3JIOBBIX OOpa30BaHUU
(MepUBEHTPUKYIISIPHBIC Y3JI0BBIC TETEPOTOINHH, CYOATIEHANMAIBHBIC «KIYOHW» TIPH
TyOE€pO3HOM CKJIEPO3E).

Mo3zonucmoe meno

[Ipu3Haku areHe3un MO30JIMCTOTO Tejia B KOPOHAPHOM M aKCUAJIbHOM Cpe3ax:

OTCYTCTBHE MOJOCTH MPO3PAYHON MTEPETOPOIKH;

napaJiyIeIbHBIA X0]T OOKOBBIX KEIIyJ0YKOB;

KoJIbIIonedanms,

pacHIMpEeHUE MEKITOTYIIapPHOMN IIEIIH.

B carutransHOM cpese:

Hedopmaruss 60po3a Ha MeIUaIbHOW MOBEpXHOCTU Temuchep (paauanbHbINA
naTTepH 00po3n):

OTCYTCTBHUE TOSICHON M3BHINHEI,

paauasbHOe OTXO0XACHUE O0pO37 OT KPBIIMIU 3-TO KEJIyJ0uka rOJOBHOTO MO3ra
(npunoxxenue A).

3aousa uepennas amka

Onpenensiercs oOmMil o0beM 3aHEN YEPENMHOM SMKH, TOJOKEHHE HameTa
MoO3Keuka. YepBbh MO3KEUKa OLICHUBAETCS B TPEX MPOCSKITUAX, OJIyIIapUs MO3KEUKA —
B aKCHAJIBHBIX M KOPOHAPHBIX MPOESKIIHSIX.

YBenuuenue Oounbiioil 1uctepHsl (>10 MM) MOXKET OBITh MPU HECKOJIBKUX
MaTOJIOTMYECKUX HapylIeHusX: aHoMaius JleHaum — Yokepa, kucrta kapMaHa bielika,
TUIOIUIA3HS YePBS MO3KEUKA.

OGnurtepaiis  OONBIION LUCTEPHBI 4Yallle BCETrO SBJSETCS NPHU3HAKOM
Maibhopmarun ApHoisaa — Kuapu.

[Ipy WCKIIOUEHHM areHe3uH MO30JIMCTOrO Teja y IUIoJa JOMOJIHUTEIbHBIE
METO/Ibl TMATHOCTUKHU HE TPEOYIOTCS.

OueHka pe3yJibTATOB NMPEHATAJbHBIX BU3YAJM3UPYIOUIUX HMCCIETOBAHUN U
BbIOOP 1200PaTOPHBIX METOA0B TUATHOCTUKH

[Ipu moATBEpKACHUU areHe3Uun MO30JUCTOrO Teja Y III0Ja CEMbs HAMPABIISIETCS
HAa MEIUKO-TEHETHYECKOE KOHCYJIbTUPOBAHUE JUIsl OIICHKH BBISBICHHBIX TIOPOKOB
pa3BUTHS TOJOBHOTO MO3ra W COINYTCTBYIOIIMX TIOPOKOB JPYTrUX OpPraHOB U
omnpeseieHus 00bema JIabopaTOpPHON TUATHOCTUKH:

CpOK OepeMEeHHOCTH /10 22 HeJlelh — MPOBEJACHUE aMHHUOIICHTE3a JJIS MTOTyYeHUs
OMOJIOTMYECKOr0 MaTepuaia mioja;

Cpok OepemeHHOCTH Oosiee 22 HeAelnb — PEKOMEHIAIUMU [0 IPOBEICHUIO
JOTIOJTHUTENHHBIX JTA0OPATOPHBIX METOJIOB UCCIICIOBAHUS HOBOPOKICHHOMY.



[Ipy ycTaHOBIEHHOM TMOpPOKE PAa3BUTUS MO3O0JUCTOTO Tejla MPOBOAUTCA
UTOT€HETUYECKOE UCCIIEOBAHNE (CTaHIAPTHOE KAPUOTUIIMPOBAHNUE) — YCTAHOBJICHUE
JMarHo3a  XpOMOCOMHOTO  3a00jeBaHMs, OOYCJIOBJIIEHHOTO  YHCJIOBBIMH WM
CTPYKTYPHBIMH a0epparysiMHu.

[Ipy HOpMaJIbHOM KapHOTUIIE U HAJIWYUM COYETAHHBIX AHOMAIMNA pa3BUTHUSA
CHeM(UUHBIX [ MHKpoaucOasaHca XpOMOCOM, Ha3HAa4yaeTcs MOJIEKYJISPHO-
muToreHeTnyeckoe ucciaenosanue (FISH, MLPA, array CGH) i nowmcka
XPOMOCOMHBIX IIEpEeCTpoeK pa3mepoM MeHee 10 Meraba3 — yCTaHOBJIEHUE
MUKPOJIEICIIMOHHOTO/MUKPOAYTUTMKAIMOHHOTO CHHIPOMA.

[Ipy HOpManbHOM KAapUOTWIIE M HAJTUYUM COUCTAHHBIX AHOMAIUN pPa3BUTHS,
CHeIM(PUUHBIX 171 MOHOTEHHOTO CHHAPOMA, MPOBOJUTCS KIMHUYECKUX TMPOSBICHUSIX
XPOMOCOMHOTO nucbanaHca Ha3HAYaeTCs MOJIEKYJISIPHO-IIUTOT€HETHIECKOE
UCCIIeIoBaHke (TapreTHoe W/wiu cIuioniHoe cekBeHupoBanue: NGS) — ycraHoBiieHUE
HO30JI0TUYECKON (HOPMBI MOHOT€HHOT'O CHHIPOMA.

Oranbl IMarHOCTUKHU, MEPEUYEHb HACJIEICTBEHHBIX U BPOXICHHBIX 3a00JI€BaHUI,
IPOSIBIISIOIUXCS aHOMAJIUAMU Pa3BUTUSL MO30JIMCTOTO Teja, U J1a00paTOPHbIE METO/bI
UCCIIEJOBaHMsI B 3aBUCUMOCTU OT IIPENIOJIaraéMoOro HacjeICTBEHHOTO 3a00JeBaHMs
MIPEICTaBJICHBI Ha PUCYHKE U B IPUIIOKEHUH b.

HNEPEYEHb BO3MOXKHBIX OCJIOJ)KHEHUM WJM OLIUBOK IIPU
BBIIIOJIHEHUU U ITYTHU UX YCTPAHEHUSA

CnoxHocTu B uHTEprperanuu pe3yiabratoB MPT ronoBHoro mMosra miojga MOoryT
OBITH O0YCIIOBJIEHBI €r0 U30BITOYHBIM ABMWXKEHUEM. /(151 nmpeaynpexaeHus HeoOxoauma
MICUXOJIOTUYECKAs] TOJrOTOBKA >KEHIIMHBI K MCCIIEOBAHUIO, PEKOMEHJOBAaH MpPUEM
JeTKuX yriieBos1oB 3a 30—60 MuH 10 KCCIIeIOBAHUS.



KocBennnie IIPHU3HAKH ITOPOKOB PasBHTHH MO30IMCTOTO TEJIa ITPpH
CKPHHHUHI 0BOM y3 HCCJICTOBAHMHM I'OJIOBHOTI'O MO3Ta ILI0OJAa

v

PacmnpeHHoe MYJIbTHILIOCKOCTHOC VY3 ucciaegoBalHne TOJIOBHOTO MO3Ta mioaa,
IMOUCK COUYCTAHHBIX ITOPOKOB Pa3sBUTHA

Y L

VcTaHoBJICH THII IIOPOKOB I'OJIOBHOT'O Tun IMOPOKOB I'OJIOBHOT'O MO3Ta HE
MO3ra OIIpECACIICH

v

[Ipenaranbuas MPT roigosHoro Mosra mioja

v v

Meauko-reHeTHUeCKOe KOHCYJIbTHPOBAaHHUC!
AHAJIN3 JaHHBIX HHCTPYMCHTAJIBHBIX I/ICCJ'Ie,Z[OBaHI/Iﬁ

v

HI/ITOFGHGTH‘IGCKOG HUCCIICAOBaHUC (CTaHZ[apTHBIﬁ aHaJIn3 KapHOTHHa)

v v

Hanvuue xapakTepHBIX KIMHUYECKUX Hecnennduueckue KIMHAYSCKHES
MPOSIBJICHUH TeHETHUECKOTO CHHAPOMA MIPOSIBJICHUS
CeICKTHBHBIE METOIBI HopmanbHbIit KapHOTHIT: Hapymenus
HCCJICIOBAHHS 46, XX wrn 46, XY KapHOTHIIA
(TapreTHOE CEKBEHHPOBAHHUE,

OTIpeICTICHHE YACThIX MYTAI[UH )
mauesn reaos, MLPA

v v
BBIcOKOTIPU3BOUTENBHOE Monekymsipro-
CCKBCHHPOBAHHE HHTOTCHETHYECKOC '
(momHOYK30MHOE/ HCCIICJOBaHHUE ):
MOJTHOT€HOMHOE) FISH, array CGH B OB O AR
3a0oJieBaHue,
J l l‘ 00y CIIOBIICHHO®
YHUCJIOBBIMY WIH
MoHoreHHbIH Cunapom CTPYKTYPHBIMH
CHHAPOM MHKpO/IeNIeIiuu/ nepecTporkaMu
MUKPOAYIUITUKAIUH

¥ )

Meauko-reHeTHYSCKOe KOHCYJIbTUPOBAHHUC!
- BHTaHBHBIﬁ, HeBpo.]'IOI‘I/I‘IeCKI/Iﬁ IIPOTHO3;
- cerperanus 3a00JI¢BaHUs B CCMBC,
- PUCKH IIOBTOPCHUA B CECMBC,
- INJAHUPOBAHUC TUATHOCTHUYCCKUX MepOHpI/IﬂTI/Iﬁ B CJICAYIOITYIO 6epeMeHHOCTb

Pl/lcyHOK — DTansl AUATHOCTHKU HACJIICACTBCHHBLIX U BPOKICHHDBIX 3360H€Baﬂﬂﬁ,
NMPOABJAKIIHUXCA AHOMAJINAMMU PAa3BUTUS MO30JIUCTOI0 TEJIAa



[Tpunoxenue A

K HHCTPYKLHUU 10 IPUMEHEHHIO

«MeToa TMarHOCTUKN HACIEACTBEHHBIX
3a00JI€BaHUM, TIPOSABISAIOLINXCS AaHOMATTUSAMU
Pa3BUTHUSA MO30JIUCTOTO TENA Yy IUI0JAa»
CnpaBouHoe

[Ipu3Haky areHe3uu MO30JIMCTOTO TeJla B aKCHAJIbHBIX Cpe3ax

A — OTCyTCTBHE BU3yalIM3alliU IIOJOCTH IIPO3PAYHON IIEPErOPOJKH, Y3KUE NIEPEAHKUE pora

(Gemas crumomHast crpenka); b — «kamneBunHas» hopma OOKOBBIX KETyJOYKOB C PACHIMPEHHBIMH
3aJHUMH POraMH, MapajuieabHbII X0 OOKOBBIX XKeIYyJ04YKOB (UepHbIE CTpesKkn); B — Gernoii
MIYHKTUPHOU CTPEJIKOW yKa3aH PACUIMPEHHBIN, CMEIIEHHbBIN KIIEpEeIn U BBEPX 3 KEITy104eK)

Pucynok 1. — YabTpa3BykoBoe uccijieJo0BaHUe FOJI0BHOT0 M0O3ra IJ10/1a B 3 TpUMecTpe
0epeMeHHOCTH

A — xopoHapHblii; b — akcuanbHblii; B — caruranbhslii cpessl
OnpenenstoTcst OTCYTCTBUE BU3yaIU3allMK OJIOCTH TPO3PavyHON NEPEropoiKH, NapaiesIbHbINA
X071 OOKOBBIX JKETY/I04YKOB IMIMPOKAs MEXITONyIIapHas IIeJIb

Pucynok 2. — IIpu3HaKku M301MPOBAHHON areHe3Mu MO30JIMCTOrO TeJia y IJ10a B CPOKe
recrauuu 21 HegeJisi 10 JAHHBIM MATrHUTHO-PEe30HAHCHOM TOMorpadgun



A — KOpOHapHBII Cpe3: pacIIuPEHHbIN, BBICOKOPACIIOJI0KEHHBIN 3 JKeIy104YeK;
b — akcuanbpHBIN cpe3: mapauiebHBIN X0/, «KaruIeBHIHAS» (opMa OOKOBBIX KETyT0YKOB,
paclIpeHre MEXIIONYIAapHOH 11eiau; B — caruTranbHbIi Cpe3: OTCYTCTBYET NOSICHASI U3BUIIMHA,
panuanbHOE OTXOXKACHUE OOPO3]T OT KPBIIHK 3 KETyq0dKa

Pucynok 3. — MarHuTHo-pe30oHaHCHasi TOMOrpagusi roJIOBHOI0 MO3ra IU10/1a B CPOKe
recrauuu 37 HeaeIb.
IIpu3HaKu W30 1MPOBAHHOM areHe3uH MO30JIMCTOr0 Tesa



[Tpunoxenue b
K MHCTPYKLUH 110 TPUMEHEHUIO

«MGTOI[ JAUarHoCTHUKM HACJICACTBCHHBIX

3360H€B3Hﬂﬁ, IMPOABJIIOIIUX CA
AHOMAJIUAMU pa3BUTHUA MO3OJIHUCTOTO TCJIA Y IIJIOdA»

CnpaBouHoe
Ta6Jmua — XpOMOCOMHBIC W MOHOI'CHHBIC CHUHAPOMBI, BKIIIOYAIOOIUC AHOMAJIMU PA3BHUTHA MO3O0JUCTOIO TCJa, COYCTAaHHAasd
I1aTOJIOT U, DTHOJIOTUYECKUE NPUYHNHEI, TUII HACJI€OOBaHNU, METOIbI TUarHOCTUKU
HazBanue
. DTHoNOrHYecKas
HO30JIOTHYECKOU CodyeTaHHbIC IOPOKH Pa3BUTHS Tun HacaenoBaHus MeTo1 AMarHOCTUKH
IpUYKHA
(dopMbl
1 2 3 4 5
XpoMOCOMHBIE 3a00JICBaHHsI, MUKPOACICIIMOHHBIC/ MUKPOTYTTMKAIIMOHHBIE CHUHIPOMBI
. [{uToreHeTr4eckoe
[TpenaranpHas runoOIUIa3Us, MUKpoiedamus, Criopagudeckuit
Cunnpom Henenus HUCCIIEIOBaHUE
Bosbda — PTIMKAHT, runeprenopusm, PI/PH, anomamm KOpPOTKOTO Iieda | YHaciemoBaHnHas (IIpu (G-banding);
riasHoro s610Ka, BITC: JIMITIL, JIMOKTI, P ) ’
XupurxopHa XPOMOCOMBI 4 HOCHUTEJIBCTBE TPAHCIOKALINH Y FISH;
KPHUIITOPXH3M
pojuTenst) MLPA
[MuTorenernueckoe
Cnopaandeckuit HCCIIEIOBAHUE
CunzpoM [TpenaraapHas TUTIOTUIA3HS, MUKpOIIehaTns, Jenenus (G-banding):
«KOIIAYbero runeptenopusm, PH, arpodus 3purenbHbIX KOPOTKOTO TIIIe4a '
VYHacnenoBaHHas (1Ipu _
KpUKa HEPBOB XPOMOCOMBI 5 FISH;
HOCHUTEICTBE TPAHCIOKALIUU Y
MLPA
poauTerns)
Cnopannueckuii
Muxkpoaenemnus FISH;
Monocomust Mukponedanus, 6paxuiiedanus, KOpTUKATIbHBIC 13q3%_§3 4 H VYHaciienoBanHas (ipu MLPA:
13033-034 HUCIIIA3UH, THIIEPTETIOPU3M, THIIOCTIALNS HOCHUTEILCTBE TPAHCIOKAIIMHU ’
Gee-a A » THIICPTENOp A (1,1-12,7 wi6) P MY | Array-CGH
poauTerns)
1 2 3 4 5




Cnopanuueckuii

MOHOCOMILS [IpenaTanpHas TUIOIIIA3USI, MEUKpoLIe(aus, Muxkponaenenus FISH;
1p36 6pax14ue(baﬂn;1, THUIIOIIJIa3uA CpGI[HCfI TPETH JIUla, 1p36 yHacne’HOBaHHa;{ (HpI/I MLPA,
KapAMOMHOMATHS (2,2-10,6 M0) HOCHTEJHCTBE TPAHCIIOKAIUHY Y Array-CGH
poauTeIs)
Cnopanuueckuii
[IpenaranpHas runomuiasus, Opaxu-/10Iuxo- Muxkponenenust pa FISH;
MoHnocomust .
/mnaruonedanus, BeICTynaromue 100ueie 0yrper, | 3913.31 VYHacnenoBanHas (ipu MLPA;
3q13.31
runeprenopusm, PI, kpunropxusm (580kb-22,5M0) HOCHUTECIILCTBE TPAHCIIOKAIIUY Y Array-CGH
pOIUTEIIS)
Cnopaanaeckuit
MHKpo- pai FISH;
Tpucomus [IpenaranpHas rumoruiasus, Opaxumedans, nymmakanas Sp13 | YHaceobanHas (pu MLPA"
Spl3 mapouedanus, PT/PH, BIC: ZIMKIL JMIIT (0,25-1,08 m0) HOCUTENIBCTBE TPAHCIOKALUH Y Array-CGH
poauTerns)
[IpenaranpHas ruroriazus, Opaxuiedanms Cnopaandeckuit
p . > Opaxuued i Mukpoaenenus palt FISH;
Monocomust TUINOIIa3usl CpeTHEN TpeTH Nulla, 6pter-n24 MLPA:
6p24-pter TUTIEPTEIIOPU3M, AaHOMAJIMH TJ1a3HbIX 1070k, PI, g P 13M6 Yuacnenosannas (npu A (’: GH
BIIC: IMIIII, terpana ®aiio (Gonee 1,3m6) HOCHTEJIBCTBE TPaHCIOKALHUH Y ray-
pOJIUTENST)
MOHOT€HHBIE CUHAPOMBI
. | Makpouedanus, runeprenopusm, BIIC: IMIIII,
AKpOKaJJI03HbIN . CexkBeHUpOBaHUE
JAMOKII, maxoBele rpbIKU, KPUIITOPXU3M, KIF7 AyTOCOMHO-PELIECCUBHBIIN
CUHJIPOM NGS
TTOJTH TAK THUITHST
- Muxkpouedanusi, MUKpodTanbm, KotlodoMa
- p(l)IM 3pUTENBHOTO HEPBA, XOPHOPETHHOMATHS, He ycranosnen X-CIETUICeHHBIN TOMUHAHTHBII -
P KaTtapakTa, arpoQus 3puTEIHLHOTO HEPBA
Axkporiedanus, Opaxunedanus, TUIOMIA3H
CpeIHel TpeTH JnIa, aHOMAJIUU TIOJT YKHBIX
peal P 1a, ato OIyKPY . CexBeHUpOBaHUE
ArmepTa CHHAPOM | KaHAJIOB, MEJIKUE OPOUTHI, TUTIEPTEIOPU3M, FGFR2 AyTOCOMHO-TOMUHAHTHBII NGS
atpesus xoaH, PH, cunpaktunus kucreit/cror,
TIOJTA TAK TUJTHST
1 2 3 4 5




ApTporpunios

[IpenaTanpHast rUMOIUIA3KS, MUKpoOLe(anus,

MHOKECTBEHHBIH,
. . nepeOpaibHas U MO3KEeUKoBasi aTpodusi, aTpopust
HEHPOTCHHAIH 3pUTENBHBIX HEPBOB, 3aMaBIIas IEPEHOCULIA
TUmn 4 ¢ P PBoB, ' 1P . SCYL2 AyTOCOMHO-PEIECCUBHBIN CexBenupoBanueNGS
AreHesuel MUKPOTHATHS, MHOKECTBEHHBIN BPOKIEHHBIIH
apTPOTPHIIO3, KOHTPAKTYPHI KPYITHBIX CYCTABOB
MO30JIUCTOTO PTPOTD ’ PAKLYPRL KPyIT Y ’
aHTeHaTaJbHas THOeNb 1012
Tena
Yxopouenue pedep, TpyAHHBI, TOPH30HTAIEHO
pacrmooXeHHbIe pedpa, yKOpOUEHUE ATUHHBIX DYNC2H1:
AchuxTrdeckas | TpyOYaTHIX KOCTH, HICKPHUBIICHUE OCPEHHBIX ' .
. AyTOCOMHO-PEIIECCHUBHBIN;
TOpaKajabHas KOCTeil, pacuimpenre MetadusoB, MeTapuzapHbie . . CexBenunpoBanneNGS
N NEK1 JIMreHHbIN pereCuBHbBIN
JUCTUIA3HSI TUT 3 | IITIOPHKI, areHe3us O0IBIIEOSPIIOBOM KOCTH, +DYNC2H1
yBEJIMUYEHHBIC, IUCIIIIACTUYHBIC MTOYKH, 3aJIePKKa
pocra, PI'/PH
[Tporpeccupytromas makpouedanus, nuddysnas .
Aunekcaniepa porp pyrom poued > Ay AyTOCOMHO-JOMUHAHTHBIH
CHEIDOM JNeMHUEITMHNA3ALNS, HAPYIICHUsT ()OPMHUPOBAHUS GFAP dn CexBenupoBanue NGS
P 00pO3/1 ¥ U3BWINH, HATMYKE BOJIOKOH Po3eHTans
«Bandy Makpouedanus (+2,5 SD), BpoxkaeHHas
ruapotedanus, JeHTOBUIHAS T€TePOTONMHUS
(menTOBHIHAS) .
eTEDOMS CEporo BEIIECTBA, IOJUMUKPOTUPHS, BBICOKASI EML1 AyTOCOMHO-PELIECCUBHBII CekBenupoBanue NGS
P JIETalbHOCTh B HEOHATAIbHOM U PAHHEM JETCKOM
Ceporo BellecTBa
BO3pacTe
MeTtonuyeckuit rpedbeHb, TpUTOHIHIEhATHS, Mukpoaenenus dn FISH; MLPA;
MaXUTUupusl, TUCcCIHLEdaTHs, FeTepoTOoNus, 7Tp21.1 Array-CGH
bapaiinepa BEHTPUKYJIOMETANNS, THIIEPTEIOPU3M, SITUKAHT,
CHUHJIIpOM THII 1 IIMPOKAsi IEPEHOCUIIA, BHICTYAIOIIUN KOPEHb .
P ’ P pet ’ o p ACTB AyTOCOMHO-IOMIUHAHTHBIN
T 2 HOCA, KPYITHBIN «KBaJIpaTHBIN» KOHYUK HOCA, ACTGL dn CexBenupoBanue NGS
KOPOTKas IIesl, KPpbUIOBUIHBIE CKIIAJIKH, 3aJIePiKKa
pocra
Muxkporiedanst/TpuroHoredanrs/BbICTy AU
METONHUYECKUi rpedeHb, CHHOppHC, .
bepunra — Onuna AyTOCOMHO-IOMHUHAHTHBIN
BbICTYHaromIas riadesia, TUIIEPTEIOpU3M, ASXL1 CexBennpoBanneNGS

CHUHJIPOM

BbIcOKO€ He0o, PH, Mukpo-/perpornarus

dn
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Buuu cunnpom

Mukporedas, TUIIEPTEIOPU3M, TBYCTOPOHHSS
KaTapakTa, TUIOMUTMEHTAIIUS CeTYaTKH, HUCTArM,
PI'/PH/BbIcOKOE HEOO, MUKPOTHATHSI,
runeprpoduyecKas/ s TaluoOHHas
KapAMOMHUOTIATHS, THITOTUIa3Us THMYCA,
TUIIOCTIAIMS

EPG5

AyTOCOMHO-PEIECCUBHBIN

CexBenupoBanue NGS

Bunemana —
Payrenmrpayxa
CUHIPOM

Makpouedanus, cuaapom Jennu-Yokepa,
rujipouedanus, NporepouiHasi BHEIIHOCTb,
BBICTYIAIOLIHM J100, TUIIOIUIAa3Hsl CKYJIOBON KOCTH,
MHUKPOTHATHs, THIIOIUIA3Us HIKHEH YeoCTH,
penkue OpOBH 1 PECHUIIBI, aHTHMOHT OJIOMTHBIN
paspes IIa3HBIX 1N, TUIIOTEIOPU3M,
OKTPONHOH, HU3KUK POCT, TUI0AaTpodusi, arpodust
MBIIIL

POLR3A

AyTOCOMHO-PELIECCUBHBIN

CexBenunpoBanneNGS

Belica — Kpymku
CHUHJIPOM

[Tnarnonedanus, gonuxomnedanms,
KPaHHOCHHOCTO3, TUCMOP(HUYHBIC YEPTHI JIHIIA,
MITO3, MIUKAHT, AHTUMOHTOJIOUTHBINA pa3pe3 IIias,
THIIEPTETIOPH3M, BEICOKOE HE00, MUKPO-
/peTporHaTus

ZNF462

AyTOCOMHO-JOMUHAHTHBIH

dn

CexBennpoBanneNGS

I'enuranbHO-
NaTeJUISPHBIN
CUHIPOM

Muxkpouedanusi, konpnonedanus, MIMPOKUI HOC,
MaJIeHbKHH, BTSHYTHIN TT0100POIOK,
crubaTeNnbHbIe KOHTPAKTYPhl HIYKHUX
KOHEYHOCTEH, aHOMaJIbHbIE/OTCYTCTBYOIIINE
HAJIKOJICHHUKU U DKTOIHSI aHyCa, TUIIOTUIA3Hsl
HapY>KHBIX MIOPOBBIX OPTraHOB

KAT6B

AyTOCOMHO-JOMUHAHTHBIH

dn

CexsenupoBanue NGS

IM'maposneranbHbIiii
CUHIPOM

I'mapouedanus/ansnuedanus, BIIC: ABK,
KHACTO3HAS AUCIUIA3Hs TOYEK M ITEYCHH,
MOCTaKCHaNIbHAas TMOJUAAKTUIINS BEPXHUX
KOHEYHOCTEH, Tpe-/ToCcTaKCHaIbHast
MOJMIAKTUIINS, CTEHO3 JIbIXaTeIbHbIX MyTeH,
HapYIIEHHS JOOYISINH JISTKUX, MEPTBOPOXKICHUE
WM HeoHaTajbHas rulelb

HYLS1
KIF7

AyTOCOMHO-PELECCUBHBIN

CexBennpoBanneNGS




Muxkponedanus, ruapornedanus,
BEHTPHUKYJIOMETAIHS, CYJOPOKHBIA CHHAPOM,

JlecMocTepoio3 | Kocoriiasue, Huctarm, runeprpodus necex, PH, DHCR24 AyTOCOMHO-PEIECCUBHBIN CexBenupoBanue NGS
PHU30MEIMYECKOE YKOPOUEHUE KOHEYHOCTEH,
aTPOrPUIIO3, OCTEOCKIIEPO3, TBONCTBEHHBIC TEHUTATUI
epumT
Jed Muxkporedanusi, MUKpodTanbM, Ko1o00Ma,
JTUTUIPOTUPUMU .
HHICTHPOTe aTpodus 3pUTENLHOTO HEepBa, Jetaprus, arpopus | DPYD AyTOCOMHO-PELIECCUBHBIN CekBenunpoBanue NGS
P 0eJoro BemecTBa roJIOBHOTO MO3Tra
Ha3bI
Makpocomusi, Makpouehanus, BEICTYAIONINE
HaJ0pPOBHBIE AYTH, TUIIOIUIA3US CPEIHEH TpeTH
JloHHan — 9 N
Bappoy CHIIPOM U1, KOPOTKUIM HOC, TUIIEPTETIOPHU3M, LRP2 AyTOCOMHO-PEIECCUBHBIN CexkBenunpoBanue NGS
ppoy P TUNOIIIa3us Paly>KKH, KaTapakTa, OTCIOHKa
ceTyaTky, quadparMaibHas Tpphka
Maxkpocomusi, Makporedanus, aHoManus
Apnonbaa — Kuapu, runpouedanus .
Kocnenno P pu, ripoued S AyTOCOMHO-OMHUHAHTHBIN
runeprenopusm, BIIC: crenos nerounoit aprepun, | HRAS CexsenupoBanue NGS
CHHJIPOM dn
JAMIIIT, AMOXKII, apurmus, nHuens3KTa3us,
HKBUHOBApYCHasl JeopMalus CTon
[TocTHaranpHAss MUKpoOLedaus, JTuccoHmedanms,
Jlucconuedanust | arupus, maxurupusi, CyoOKopTUKaIbHas AyTOCOMHO-AOMHUHAHTHBIN
ued PH, P, CYOROP PAFAH1B1 T g CexsenupoBanue NGS
Tut 1 TeTepPOTOIHS, TUITOTUIA3HsT MO3KEUKa, THITOTIA3Us dn
CTBOJIa MO3Ta, BEHTPUKYJIOMETaIHS
Mukponedanus, mucconuedanus, tun 1 (umeer 4
u3 6 CJI0€eB), HU3KUH TTOKATHIH JIOO, BRICTYIAIOIIAS .
Tun 2 ), ’ YTarom RELN AyTOCOMHO-PELIECCUBHBIN CexsenupoBanue NGS
HOCOBasl IEPEropoKa, TKeasi IOCTHATaIbHAs
3aJiepKKa PU3NIECKOT0 Pa3BUTHSI
Mukpornedanus, TaXurupus, arupusi, aHOMaJIUH .
AyTOCOMHO-TOMUHAHTHBII
Tun 3 TUIIOKAMIIa, TUIMOIUIA3Us YE€PBs MO3KEUKa 1 TUBA1A an CexBenunpoBanue NGS
CTBOJIa MO3T'a, BEHTPUKYJIOMET aJIHsI
Bripaxennas mukpouedanus (OKpyKHOCTb
rojioBel MeHee 10 cTaHIapTHBIX OTKJIOHEHUH .
Tum 4 Aap ) NDE1 AyTOCOMHO-PEIECCUBHBIH CexBenupoBanune NGS

nuccaHuedanus, Tsokenas aTpodusi rOJIOBHOTO
Mo3ra
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Tum 5

Makpouedanus, ruaporedanus, TuccIHedaus,
MIOJIKOPKOBAs T€TEPOTOIHS, 3aTHUIIOYHOE
sHIIe(DaIoee, THIOIUIa3HA MO3KEUKa,
THITOIUIA3Us CTBOJIA MO3Ta, KHCThI OEJI0ro
BEIIIECTBA, MOpAHIIEeDaTHs, IPOTrpecCupyromas
atpodus 6eroro BemecTra

LAMB1

AyTOCOMHO-PEIECCUBHBIN

CexsenupoBanue NGS

Tuno 6

Mukporedanus (0 -6 SD), nuccannedanmus,
HaXUTUPHS, TOTUMUKPOTUPHS, Y3II0Bast
TeTePOTOIHS CEPOro BEIIECTBA

KATNB1

AyTOCOMHO-PELIECCUBHBIN

CekBenupoBanue NGS

Twum 7

Muxkpouedanusi, TuccrHiedanus, arupus,
TUTIOTUIa3UU MO3KEUKa, MOJIHBIE IICKH,
MUKpPOTHAaTHsl, THPCYTH3M, MHOKECTBEHHBII
apTPOTPHUIIO3, JIETATBHBIA UCX0J1 B HEOHATATILHOM
NepuoJie

CDK5

AyTOCOMHO-PELIECCUBHBIN

CekBenunpoBanue NGS

Tum 8

Mukpornedanus, uccrHnedanms (1o TAITY
«OyIBIKHON MOCTOBOMY), TOJIMMUKPOTUPHS,
BEHTPHUKYJIOMETAIHSI, aHOMAJIUU MUCIIMHU3AIINAH,
TUIMOIIa3usl CTBOJIA MO3Ta, TUITOTLIA3HS
MO3K€UKa, AUCIUIa3HsI CTBOJIA MO3Ta, MO3)KEUKa,
3aThUIOYHOE dHIIeanonene

TMTC3

AyTOCOMHO-PEIECCUBHBIN

CexBenupoBanmne NGS

Tum 9

Muxkpouedanus (ot -4 10 5 SD), nucconuedanus,
muddy3Has naXUrupusi, aCHMMETpUS JIMILIA,
KOCOTJIa3ue, HUCTarMm, IJ1a30/iBUraTeIbHbIe
HaPYIICHUS, JUCIUIACTHYHBIN THIITIOKAMIT,
TUMOIIIa3usl CTBOJIA MO3Ta, MOCTa, CPEAHETO
MO3ra

MACF1

AyTOCOMHO-JOMUHAHTHBIH

dn

CexBenupoBanmne NGS

Munnepa —
Jlukepa CuHIPOM

Mukpornedanus, TucciHIedanus, arupus,
MaxUTHpHs, KaTapakTa, MaJIEHbKUH HOC,
BBICTYMaroOIIas BepxHsis ryda, PH, mukpornarus,
MaxoBasi TPbhKa, TUCTOMHS TTOYEK

LIS1
YWHAE

AyTOCOMHO-JOMUHAHTHBIN

dn

CexBenupoBanune NGS

Mukpoaenenus
17p13.3

dn

FISH; MLPA,
Array-CGH
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Mapaena —
Yoxkepa cunapomM

Mukpornedanus, mopok enau — Yokepa,
ruaponedanus, MackooOpa3Hoe JIUIIO,
MUKpOQTaBEM, O61ehapohuMo3, MUKPOTHATHSI,
BBICOKUH cBOJI, PH, kudockonnos, KOHTpaKTypbl
CyCTaBOB

PIEZO2

AyTOCOMHO-JTOMUHAHTHBII
de novo

CexBenupoBanue NGS

MASA cunapom

Mukpornedanus, Makporedanus, ruaporedanus,
Kocoriasue, adasus, Kudo3s, JIopao3,
MPUBEICHHBIE OOJIBIINE MAbIbl KUCTEH
(TUIonIa3us MBIIII), SKBUHOBAPYCHAS
nedopMarus CTorn

L1CAM

X-CIIeNJICHHbINA PELEeCCUBHbIN

CekBenupoBanue NGS

Muxkpouedanus,
e 5, 13,16,17

Bripaskennas mukpouedanus (ot -7 mo -9 SD),
Y3KHA J100, KPYTJIOe JTUI0, MUKPOTHATHS

ASPM;
CENPE;
ANKLEZ;
CIT

AyTOCOMHO-PELIECCUBHBIN

CekBenunpoBanue NGS

Host — JIakcosoit
CUHApPOM THIl 1

Mukportedanus, JTuccIHICPaTNS, THITOTTA3US
MO3KeUKa, OTCYTCTBHE OOOHATEIbHBIX JIYKOBHII,
rUpaHdHIIepanus, paciieinHa MO3BOHOYHUKA,
aHomanus Jlennu — Yokepa, KUCTbI COCYUCTBIX
CILUIETEHMH, KeJTast MOJKOXKHAs KJIeTuaTKa C
TOHKOM YelIyH4YaTON KOXKEM, OTEK TKaHEH,
crubaresbHbIe KOHTPAKTYpPhl CYCTaBOB, ITEPUTHUHU

PHGDH

AyTOCOMHO-PEIECCUBHBIN

CexsenupoBanue NGS

Jlynxnna —
®puHCa CUHAPOM

Makpouedanus MmappaHouHbINA (HEHOTHII:
JUIMHHOE Y3KO€ JIUL0, IJIUHHBII HOC,
BbICTYHaromlas nepeHocuua, Mmukporenus, BIIC:
JMIIIL, AMOXKII, aneBpu3ma aopThl,
BOPOHKOOOpa3Has aedopmMaius rpyAHON KIETKU

MED12

X-CIENJIEHHbINA PELECCUBHBIN

CexBenupoBanmne NGS

Opo-darmo-
JTUTUTAJILHBIN
CUHIpPOM THII 1

Mukporedanusi, BRICTyNaomue 100Hb1e Oyrpsbl,
TeTepOTOINHU CEPOro BEIIEeCTBa, CTEHO3
BOJIONIPOBOA THIpoIedanus, apaxHOUAAIbHbIE
KHCTBI, MO3)KEUKOBBIC aHOMAITHH,
MHUKPOPETPOTrHATHS, THITOIIIA3Us CKYJIOBBIX
KOCTEH, SITUKAHT, THIIEPTEIOPHU3M, TaAMapTOMBI
portoBoii monoctu, PI'/PH, monukucTos modyex

OFD1

X-CHEeIIeHHbI JOMUHAHTHBIN

CexBenupoBanune NGS
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Brictynaronue noOHble Oyrpbl, cpeuHHAas

Opo-danuo-
po-¢ o PI'/PH, Terpaga ®@amno, runepTenopusM, CKOIN03, .
JTUTUTATBHBIN DDX59 AyTOCOMHO-PEIECCUBHBIN CexBenupoBanue NGS
noJiIkoBooOpa3Has moyka, 6one3Hs [ upunpynra,
CUHJIPOM THII 5
MOCTAKCHAIIbHAS TIOJTUIAKTHIINS
BenTpukynomeranusi, TUIOIIa3Us 4YePBs
Opo-atwio MO3K€UKa, BEICTYIAIOIINE TOOHBIE OyTpHI,
. IUIOCKUNA MTPO(UITB KA, TUIIEPTEIOPU3M .
JIIUTATAIEHBIN pog 18, P P ’ KIAA0753 AyTOCOMHO-PELIECCUBHBIN CexBenupoBanue NGS
MIMpoKas nepeHocuna, cpeauanas PI'/PH,
cUHApoM Tul 15 o
JIBYCTOPOHHUH TUAPOHEDPO3, TOCTaAKCHATIbHAS
MOJIMIAKTIIINS, TpeX(asaHroBbie | MmasbIbl
[Tonro-
epebdersipHast Muxporedanus nporpeccupyromas (10 -8 SD .
Hep p poued POIPECCHPYIOIAs (1 ) PPIL1 AyTOCOMHO-PEIIECCUBHBIH CexBenupoBanune NGS
JUCTIIIA3US] TUTT MOHTOIEpeOeIIIpHAst TUIIOTLIA3Us
14
Horrro- Muxkporiedanust nporpeccupytoimas (10 -5,5 SD), .
nepedeuspHast CDC40 AyTOCOMHO-PEIIECCUBHBIH CexBenupoBanune NGS
MOHTOIEPEOCIIIIPHAS TUTIOIIIA3MsI, TUIICAPUTMHUS
JucIuiaszust Tan 15
Mukportiedaivs, THITIOTOHUS, CYJOPOTH, aTaKCHS,
[Tupysar - HIMPOKasi IEPEHOCHIIA, IiepedpanbHas aTpodus,
eTHJIPOTCHA3bI KHCTO3HBIC ITOPAKEHUS 0a3alIbHBIX TAHTJIMECB . .
ACTHAP P > PDHA1 X-CIIeIUIEHHBII JOMUHAHTHBIA CexBenunpoBanue NGS
El-anbda TOJIOBHOT'O MO3Ta U MOJIYILIAPUH, TOBBILIEHUE
nepUIUT JIAKTaTa B IEHTPAJIbHON HEPBHOW CHCTEME IIPU
MPT-cniekTpockonuu
[MupyBarnerun- | JlereHepatuBHBIC TOPAKEHUSI CTBOJIA MO3Ta,
poreHassl El- HapyILEHUs MPOLECCOB MPAaBUIBHON PDHB AyTOCOMHO-PELIECCUBHBII CexBenupoBanmne NGS
6era neuIuT MUEIMHU3AINH, T€TEPOTONHH
Maxpouedanus, ruaponedanys, TUIIOIUIA3US
4epBs MO3KEUKa, Mpe- U OCTHATAIbHAS
MaKpOCOMHUSI, TPYOBIC YePTHI JIUIIA
Cimmncona — mng TEeJI0 1/1’31\5 YSHHKaHE MaK EC’TOMHH
T'omabu — bemens P PH3M, i P ’ GPC3 X-CIeTUICHHBIH peIeCCHBHBIN CexBennpoBanue NGS

CUHIpPOM THII 1

makpornoccusi, PI'/PH, BIIC: JIMIIII, cteno3
JIETOYHOM apTepuu, HApYIICHHUE JTO0YISIUN
JIETKUX, TPBDKHU, TTOJIUCTUICHHUS, BUCTICPOMET TN,
KHCTBI ITIOYEK, OMyX0Jb BuiibMca, KOpOTKHE




1 2 3 4 5
HIMPOKUE KUCTH, MOCTAKCHAIIbHAS TTOJTAKTHIINS,
CUHAAKTHINA 2—3, KpUIITOPXHU3M, TUIIOCTIA U,
NOBBIIIEHHBIN anb(a-PeTonpoTent
ATpodust Mo3xKeuKa, moTepsi HEHPOHOB B CJI0€
CnuHo- kieTok [lypkuHbe, uepBst MO3KeUKa, 3y0UaThIX
nepeodesapHas sipax, HIKHUX OJINBaX, UCTOHUYCHHE PDYN AyTOCOMHO-TOMUHAHTHBIH CexBenupoBanue NGS
aTakcus Tum 23 MO3KCUKOBBIX ITyTEH, JEMHCITUHU3AIUS 38 JHIX U
OOKOBBIX CTOJIOOB CIIMHHOTO MO3Tra
Jlelikonatys, BEHTPUKYJIOMET AN, TUIIOTUIA3USA
Temramn TaamMycd, aHOMAIHH MPO3PATIHON HEPErOPOIH, C120RF57 AyTOCOMHO-PELIECCUBHBIN CexBenupoBanue NGS
CUHJIPOM TUIIEPTEIOPH3M, KOJIOOOMBI CETYATKH,
MUKPOTCHUS, OpaxugakTUiIns 2—5
Opommonan, | TS0 el xoc 1o vl
Hasl JUCILIA3UsA ’ ’ ALX3 AyTOCOMHO-PELIECCUBHBIN CexBenupoBanue NGS
o 1 TUTIEPTEIOPU3M, MEKPO(TAIbM, SITUKAHT,
Konoboma, karapakta, PH
Maxkpouedanusi, TOTMMUKPOTHPHS, TE€TEPOTOIHNH,
aHOMAJTbHASI MUTPAINH, CyOITICHIMMHBIE KUCTBI,
BBICOKHIA 7100, BBICOKOE HE00, MUKPOTHATHS,
Cungpom JUCIIJIACTUYHBIC YIIHBIE PAKOBUHBI, PEX1-7,10- AYTOCOMHO-pEIIeCCHBERIE Cexsenmponanie NGS
IlenbBerepa TUIIEPTENIOPH3M, SHUKAHT, KaTapakTa, runomiasus | 16,19.26
JIETKUX, TeIaTOMETaJIHsI, SKBHHOBAPYCHAsI
nedopMarius CTOII, TIOBBIIICHNE
JUTHHHOIIETIOYEYHBIX KUPHBIX KHCIIOT
Mukpornedainus, KpaHHOCUHOCTO3, JI0OapHas
Xaprcpuna TOTIONPOSHUCQATHA, FUTIOILIASHS HEPBA MOKEHK, FGFR1 AyTOCOMHO-JOMUHAHTHBIH CexBennpoBanue NGS
CUHJIPOM AIUKAHT, TUTIEPTEIOPU3M, IKTPOAAKTHIINS,
CUHIAKTHIINS, KPUITOPXU3M, THITOCTI THSI
Mukponedanus, ronuxonedanus,
TUTIEPTEIOPH3M, 3K30(TaIbM, KaTapakTa,
IOnuc — Bapon .
CHHPOM CKJIEPOKOpPHEA, XOPUOPETUHOIATHUSI, Y3KOE FIG4 AyTOCOMHO-PEIECCUBHBIN CexBenunpoBanue NGS

apkoBuaHOe He00, Mukporenus, BIIC: terpana
®damno, JIMXKII, kneiinokpanuanbHas qucIia3us




[Ipumeuanus:

1) TTID — romonpo3auiiedanus;

2) PI' — paciennna ryosr;

3) PH — pacmenuna Heba;

4) BIIC — BpOXIeHHBII TIOPOK CEPLA;

5) AMIIIT — nedexT MexnpeacepIHon neperopoik;

6) JAMIXKIIT — nedexT MexrKeaya09KOBOM ePEropoIKy;
7) A3H — arpodust 3pUTEIbHBIX HEPBOB;

8) FISH — fluorescence in situ hybridization;

9) MLPA — multiplex ligation-dependent amplification;
10) M6 — merabas3a;

11) array CGH — array comparative genomic hybridisation;
12) ABK — aTHOBEHTPHKYIISIPHBII KaHA;

13) NGS — next-generation sequencin;

14) A3H — arpodust 3puTeIbHBIX HEPBOB;

15) SD — Standard Deviation;

16) 3®P — 3aneprkka GpU3NUECKOTO pa3BUTHS;

17) de novo — criopaanveckui;

18) MASA — Mental retardation, Adducted thumbs, Shuffling gait, Aphasia.



