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B Hacrosimeld MHCTPYKUMUU MO NPUMEHEHUIO (fanee — MHCTPYKIIMS)
U3JI0KEH METOJ] JUArHOCTHKKA XPOMOCOMHBIX OO0JIe3HEH C YMCTBEHHOM
OTCTaJIOCTHIO, VICTIOJIb30BAHUE KOTOPOTO IIO3BOJIUAT ITOBBICUTH
3 PEKTUBHOCTH JTWArHOCTUKU 3a00JI€BaHUH, 00yCIIOBJIEHHBIX
CyOTeIOMEPHBIMA MUKPOTIEPECTPONKAMH XPOMOCOM.

NucTpykuus  npenHasHadyeHa UL Bpadyel-I€HETUKOB,  Bpayeu
7a00paTOpHOM  JMArHOCTHKH, Bpadei-HEBPOJIOTOB, BpadeH-TieAUATPOB,

Bpadyeil o01el mpaKkTUKH.

I[TOKA3AHUA K ITPUMEHEHHNIO

YMmcrBeHHas orcranocth (YO), 3aAepkKa MCUXO-PEUYEBOTO Pa3BUTHUS
(3ITPP) (F70-79 MKB-10) B codeTraHuH C HOPMAJIbHBIM KapHUOTHIIOM,

IMOJYYCHHBIM IIpU CTAHAAPTHOM HUTOTCHECTUYCCKOM HCCICAOBAHNM.

[TPOTUBOIIOKA3AHHMA K ITPUMEHEHHNIO

OTCyTCTBYIOT.

[IEPEYEHb HEOBXOJIUMbIX MEJUITMHCKUX W3EJINI 1
PEATEHTOB

O6opynoBanue u peareHtsl ais Boiaenaenus JJHK.

O6opynoBanue: TepMocTar; IeHTpudyra; npodupku dnneHaopdh oovbeMoM
1,5 MJI; MUKPOTTUIIETKU C OJJHOPA30BbIMU HAKOHECUHUKAMU.

Pearentsl: mporenna3a K; pactBop Hatpus xmopuaa 0,9%; pactBop SDS
10% (matpuit nogeumicynbdar 10%); pactBop HaTpus xjaopuaa SM; aTaHOI

96%;>Tanon 70%.



O6opynoBaHUE W peareHThl JJid MPOBEICHUS MYJBTUIUIEKCHON JIUTra3HON
nonumepaszHout peakiuu (MLPA).

O6opynoBaHue: MIPOTPaMMUPYyEMBII HarpeBaTeIbHBIN 0J10K
(ammmuukarop); npooupku gt I[P odovemom 0,2 mMa u 0,5 wmi;
MUKpPOIIATIETKH C OJHOPA30BBIMH HAKOHECYHUKAMH, CIIEKTPOPOTOMETD;
BOpTEKC JabopaTopHblii; aBToMarndeckuii cekBeHatop (ABI 3500 «Applied
Biosystems» wnu ananor); IIl[P-mmanmer Ha 96 JyHOK, ONTHYECKHU
MPO3payHbIi; KOMIBIOTEP ¢ MPOrpaMMoN I aHanu3a pe3ysibratoB MLPA
(Coffalyser unu ananoruynas).

Pearentsl: HaGop [UIsl ompeneseHUs MHUKPOJEICIHA, MUKPOIYIUIUKAII
cyOTenoMepHbIX peruoHoB xpoMocoMm (SALSA MLPA P036 Subtelomeres
win ananor); TE oydep (tpuc SATA Oydep); OuaucTumMpoBaHHasi BOJA;
dbopmamu; pasMEepHbI CTaHAAPT IJIsl ONpEeNieHHs pa3Mmepa ¢(parMeHTOB

JHK B nuanazone 35-500 HyKJI€OTHIOB.

OIMMCAHUE TEXHOJIOI'MU NUCIIOJIB3YEMOI'O METO/JJA

IIpoBenenue peakunu MLPA:

Henatypauuss JJHK. B mnpoOupkum BHECTH 1O 5 MKI pacTBopa,
coaepxaitero 50-100 ar JJHK (10-20 Hr/mxi); npoOUpPKH MOMECTUTH B
aMIUIM(UKaATOp U MPOBECTU NMEPBUYHYIO JCHATYpalLMI0 00pa3oB 5 MUH MpPHU
temmeparype 98 °C, oxnaxuts 10 Temmeparypsi 25 °C.

I'mOpuanzanmonnas peakuuss. [IpurotoBuTs TUOPUAN3ALUOHHYIO
cmech: cMmemarb 1,5 mxn MLPA-OGydepa u 1,5 mxn cmecu MLPA-30H710B
I Kaxaoro a”anusupyemoro ooOpasua  JIHK. Jlo6aBute 3 MK
rUOpUIN3alIMOHHON CMECH B KaXAYyH MpPOOUPKY, COJEpKallyro oOpaselr

nenarypupoBanHon JIHK. Ilepememars nunerupoBanueM. IIpomomxuThb



nporpamMmy amrumndukaropa: HHKy6aums | muH mpu Temmeparype 95 °C,
3aTeM MHKyOamus B TeueHne 16-20 gac npu temmeparype 60 °C.

Jluraznas peakiusi. [[pUroToBUTH JUTa3HYI0 CMECh: 3 MKJI JIUTA3HOTO
oydepa A, 3 Mk nurazHoro Oydepa B, 1 Mk nuraszei-65, 25 mxin ddH20 ais
Ka)KIOro 06pasia. OXIaguTs 06passl 10 Temmeparypst 54 °C. JJo6aButs 32
MKJI JIITa3HOM CMECH B KaXKIyl0 HPOOHMPKY M aKKypaTHO IepeMelniarh
nunerupoBanueM. [IpoaomxuTes mporpammy: uHKyOanus 15 MuH npu
temmeparype 54 °C, satem B Teuenne 5 mun npu temmepatype 98 °C.

[IIP-peakuus. [Ipurorours I1L[P-cmeck: 2 mxn [TL{P-nipaiimepos, 0,5

Mkl SALSA mnomumepasst u 7,5 mxn ddH20 gns kaxmoro oOpasua.
Oxyaauth 06pasis! 1o Temmepatypst 20 °C. Jlo6asuts 10 mx IIL[P-cmecu B
KOKIYI0 TOpOOMPKY UM aKKypaTHO IepeMellaTh NUIETHPOBAHUEM.
[Iponomxurs mporpammy amruiddukaropa: 35 mukioB: B TeueHue 30 cex
npu Temmeparype 95 °C, B Teuenme 30 cex mpu Temmeparype 60 °C, B
Teuerne 1 MuH npu Temmnepatype 72 °C; KoHeuHas 3OHramus B TedeHue 20
MUH Ipu Temneparype 72 °C.
OOsi3aTeNbHBIM ~ YCJIIOBUEM  TNPU  MPOBEACHUM  PEAKLUMHU  SIBISIETCS
UCIIOJIb30BAHUE HE MEHEE TPEX IMOJIOKUTEIbHBIX KOHTPOJIBHBIX 00pa3loB, B
KauecTBe KOTOPBIX MOKHO wucnosib3oBaTh JHK kinHHuecku 310poBOTO
JIOHOpA.

@parmeHTHbld  aHanu3 ~ MLPA-mpoaykToB  Ha  I€HETHYECKOM
anamm3atope ABI3500 nnu ananore. [IpuroroButs 00pa3ip! 1jisi HAHECCHUS
Ha Kanwuisip, cmemaB 1,0 mkn MLPA-nponyktoB, 0,5 MKJI MeEYEHBIX
CTaHAAPTOB MOJEKYJISpHBIX BecoB u 8,5 wMka ¢opmamuaa (HiDi);
NuKkyOrpoBaTh MOJYYEHHYIO CMECh B TE€UEHUE 5 MUHYT IpHU Temreparype 95
°C; n oxyamuth a0 temmeparypbl 4 °C. IlomecTuTh cMeCh B aHAIM3ATOP.

DnekTpodope3 MPOBOIUTCS MPHU CIACAYIONINX MapaMeTpax: JJIMHA Kanuuisapa



55 cm, BodbTax uHBEKIMU 1,6 KV, BpeMss uHbeku 15 cekyHj, moaumep
POP-7, Bonmbrax anexrpodopesa 10 kB, Bpems anexkrpodopesa 55 MUHyT.
AHanu3 JaHHBIX. AHaIM3 JAHHBIX [POBOJUTCS C MOMOIIBIO
IpOrPaMMHOIO  OOeCreyeHusl, MpPeJAHA3HAYEHHOTO Uit  0OpaboTKH
pesyabraroB MLPA  Ttuma  Coffalyser.Net wnam  anamorudsoro.
KosnuecTBEeHHOE COOTHOIICHUE BEIUMYUH HCCIEAYEMBIX W KOHTPOJBHBIX
dbparMeHTOB, COOTBETCTBYIOIIMX HOPME M TMATOJOTHUU TPEJICTABICHO B

TaluIle.

Tabmumna — Koin4ecTBEHHOE COOTHOIICHUE BEJIMYMH HCCIECIYEMbIX U

KOHTPOJIbHBIX (I)paFMeHTOB, COOTBCTCTBYIOIIMX HOPMC U IIATOJIOTUH

COOTHOIIICHNE BEIMYUH HCCICAYEMBIX U PesynbraTt
KOHTPOJBHBIX (DparMeHTOB
<0,6 Henenus (Del)
0,9-1,1 HOpMa
>1,4 Hymmukanus (Dup)

B cmydyae ycraHOBIIGHHMs Yy MamMeHTa JACNICIHHM WIH JTYTUTUKAIAH
OJTHOTO CYyOTEJIIOMEPHOI0 PETHOHA!

ComnocTaBUTh PEHOTHI MAI[UEHTA C TIEPEUHEM KIIMHUYECKUX MPU3HAKOB
XPOMOCOMHBIX OOJIE3HEH C YMCTBEHHOW OTCTalOCThIO, OOYCIOBJICHHBIX
nepecTpokaMu  CyOTEJIOMEPHBIX  PETHOHOB  Pa3IMUHBIX  XPOMOCOM,
IIPEICTABICHHBIM B MPHUJIOKECHUH 1.

[IpoBecT wuccaegoBaHUE CYOTEIOMEPHBIX PETHOHOB XPOMOCOM
poawWTeneld  MalMeHTa  OMHCAaHHBIM ~ METOJAOM Il ONpeaeNieHUs
IIPOMCXOXKICHHS JICJICIINN WU TYTUTAKAIIH.

IIpumepul 3axnroueruti no pe3yibmamam Uccied08aHull.

Del 1p36.33 dn — y nayuenma ewisénena cnopaouveckas yacmudHast

MOHOCOMUSL KOPOMK020 nieda xpomocomwl 1 pecuona 36.33.
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Dup 13912.11 dn — y nayuenma evissnena cnopaouyeckas Yacmudnast
mpucomusi ONuHH020 nieda xpomocomul 13 pecuona 12.11.

Del 13934 mat — y nayuenma evisicnena ynaciedosannas om mamepu
YacmMuYHas MOHOCOMUSL OJIUHHO20 naeda Xpomocomul 13 pecuona 34.

Dup 22q13.3 pat — y nayuenma 6visgnena yHacieo08aHHdAs Om omyda
YACMUYHAST MPUCOMUS OJIUHHO20 Nileda Xpomocomsl 22 pecuona 13.3.

B cnywyae ycraHOBieHHS JBOMHOTO XPOMOCOMHOTO jJucOanaHca
(omHOBpPEMEHHO JejelUd W AYIUIMKAIMM HECKOJBKUX CYOTEIOMEPHBIX
PEruOHOB):

ConoctaBuTh ()EHOTHII MAIlMEHTa C MEPEYHEM  KIMHHUYCCKHX
IMPU3HAKOB XPOMOCOMHBIX OOJIe3HEH ¢ YMCTBEHHOH OTCTajOCThIO,
OOyCIIOBJICHHBIX TEPECTPONKAMU CYOTCIIOMEPHBIX PETHOHOB Pa3IUYHBIX
XPOMOCOM.

[IpoBecT wuccaenoBaHUE CyOTEIOMEPHBIX PETHOHOB XPOMOCOM
poauTeneld M CHOCOB TMalMEHTa METOJ0M (QuIyopecieHTHOM In  Situ
ruOpuamzanuu  (FISH), wucmone3yst nokyc-crienmpuunsii  JIHK-30H71 Ha
PETHOH, KOTOPBIA MYIUTMIIMPOBAH Yy TAI[MCHTa C JABOWHBIM XPOMOCOMHBIM
nucOamancoMm. (Texnomorums mpoBeaenuss FISH ocymectBiusiorcs B
COOTBETCTBUM  C  MHCTpyKUHMed  MMHHCTEPCTBA  3JpaBOOXPAHCHHMS
Pecniyonuku Benapycb Ne 118-1109 ot 12.02.2010).

IIpumepul 3axnroueruti no pe3yibmamam Uccied08aHull

der(4)t(4;11)(p16.3;p15.4)pat — y nayuenma 6visiénena ynacie0o8anHas
om omya YacmMudHAas MOHOCOMUS KOPOMKO20 Nniedya Xpomocomuvl 4 pecuoHa
16.3 u yacmuynas mpucomusi KOpomro2o nieua xpomocomsl 11 pecuona 15.4
8 C8A3U C HalUyuem 8 Kapuomune omya cOANAHCUPOBAHHOU PEYUNPOKHOLL
mpancroxkayuu medxcoy 4 u 11 xpomocomamu.

der(1)t(1;7)(p36.33;p22.3)mat -y nayuexnma 8bIABIICHA

yHaCﬂeaOBClHHCZﬂ om wmamepu dacmudHasl MOHOCOMUA KOPOMKO20 njedd



xpomocomvl 1 pecuona 36.33 u uyacmuumas mpucomusi KOpomkKo2o nieud
xpomocomvl 1 pecuona 22.3 6 céa3u ¢ Haiuyuem 8 Kapuomune mamepu
cOANAHCUPOBAHHOU  PeYunpokHou  mpauciokayuu  mexncoy 1 u 7

XPOMOCOMAMU.

ITEPEYEHB BO3MOXXHBIX OCJIOXXHEHUI MJI OLIMEOK ITPU
BBIIIOJIHEHWHN U ITYTU UX YCTPAHEHU A

OmmOku,  CBsI3aHHBIE  C  HApyUICHHWEM  TpaBUI  B3STHS,
TPAHCTIOPTHPOBKH, XPAHEHHs] OMOJIOTMYECKOT0 MaTrepuaia M BBIMOJTHEHUS
1a00paTOpHBIX UccheqoBaHUM. [l npenynpexaeHnsi OIIMOOK 3TON rpyNibl
HEOOXOAMMO TIIATENHHO COONIIOAATh MpaBuia PabOThl ¢ OMOJIOTHMYECKUM
MaTEepUaJIOM U MHCTPYKIIMH 110 IPOBEAEHUIO J1a00PaTOPHBIX UCCIET0BAHUM.

OmmoOKy npu BHIMOJHEHUN COOCTBEHHO JIA0OPATOPHBIX UCCIEAOBAHUMH,
CBSI3aHHBIE C HECOOIIOJACHUEM MPOTOKOJIOB MCCIIEIOBAHHM, UCTIOIB30BAHUEM
peareHToB, YTPaTUBIINX aKTHBHOCTb, 3arPSI3HEHUEM HCCIEAyEeMbIX 00pa3IoB
OpOAyKTaMu peakuuili u Ap. [nsg mnpenynpexaeHus TakuX OIIHOOK
HEOOXOAMMO COONIOaTh MPOTOKOJIBI HCCIEAOBaHUN, KOHTPOJIHUPOBATH
TOJHOCTh PEareHTOB, UCIIOIh30BATh KOHTPOIbHBIC MAaTEPHUAIbl U 00Pa3IIbI.

OmmOKku, CBS3aHHBIC C HEMPABWIHLHON MHTEpIpETalUeld MOJyYeHHBIX
pe3ynbTaToB. i mpeaynpexaeHus OMMOOK B MHTEPIIPETAIIMH PE3YIbTAaTOB
71a00paTOPHBIX HKCCIENOBAaHUN HEOOXOAMMO OOyYeHHE | TMOBBIIICHUE

KBATH(UKAIIIHN CTICI[AATTMCTOB.



[MTPMJIOKEHUE

[lepevyeHb KIMHUYECKHUX MTPU3HAKOB XPOMOCOMHBIX OOJIE3HEN C YMCTBEHHOM

OTCTaJIOCTBIO, 00YCIIOBIEHHBIX IEPECTPOUKAMU CYyOTEIIOMEPHBIX PETMOHOB

Pa3IUYHBIX XPOMOCOM

XPOMOCOMA 1

Xpomocoma 1 Del 1p36 Del 1944

1 2 3
[IpenaranbpHas - +
TUIOIIa3us
YO, 3I1PP | 100% YO, Beipaxennas 3I1PP 100% YO, Boipaxxennas 311PP
(crerneHp)
Muxponedamust | 50-80% 78%
Makpornedanus - -
I'mnoronus Y HOBOPOXIEHHBIX +
Cynoporu JleGrot Ha 1-M roxy +
YepenHo- bonpmoit (>3 cm mnpu poxnenun) u | Kpyrioe JULO,
JULIEBBIC MO3JHO  3aKpbIBAIOLIMICSA  MNEPEJHUN | MOHTOJIOMAHBIA pa3pe3 IJias,
aucMopun POIHUYOK, MUKpoOpaxuuedanvs, | SMUKaHT, KOPOTKUN HMIMPOKUIN

TUIIOIUIA3UA CPENHEN TPETH U ACUMMETPHUS
nuna, cneuuduueckue, JJIMHHBIE, MPsMbIe
OpoBM, ILIMPOKO pacCTaBICHHbIE TIJ1a3a,
IIMPOKas IJIOCKasl MEPEHOCHIA, JJIMHHBIN
GunbTp,  3a0CTPEHHBI  MOAOOPOJIOK,
aCUMMETpPUYHBIC, POTHPOBAHHBbIE Ha3aj,
HU3KOIIOCA)KCHHBIE YIIHBIE PAKOBUHBI C
YTOJIIEHHBIMU 3aBUTKAMH.

HOC, CIVIQKEHHBIH  (QUIBTP,
TOHKasi KpacHas KaiiMa Tyo0,
JUIMHHasT ~ TOHKas  BEpXHsA
ryba, OMyIIEHHbIE YIJIbI PTa,
MHUKPOPETPOTrHATHS,
HU3KOTIOCA)KEHHBIE YIITHBIE
PaKOBMHBI, KOPOTKasl LIest

Pacmienuna ryo6sl, | - +
HeOa (PT'H)
ITopoku passutus | [lo 80% pacimpeHue OOKOBBIX | A/TUCTeHEe3Us]  MO30JHMCTOrO
HEHTPAIBHOMN KEITYJOYKOB M Cy0apaxHOWJAIBHOTO | Tena, cuHapoMm Jennu-Yokepa
HEPBHOM MIPOCTPAHCTBA, atpodus KOPBI,
CHUCTEMBI (ITP | nuddy3nas/renepanuzoBanHas  arpodus
I[THC) BEIIECTBA  MO3ra,  IMOJUMHUKPOTHPHS,
MaxXUrupusi, U3MeHeHus1 0eIoro BelecTBa
(3amepxka MUETHHHA3AIIH,
neiikosHuedanonarus,
NIEPUBEHTPUKYIISIpHAS JeKOMaNAIus),
MOPOKH Pa3BUTHUSI MO30JIUCTOTO  TeJa,
nopok ApHonbaa Knapu
Bpoxnennbie BIIC-40%, xapmuomuomnarus 23-27%, | 40-60%% neeKThI
MOPOKK  CepAIa | B OCHOBHOM (85%) peAKuil TUI — CUHIPOM | MEXIPEACEPAHON/ KETYT0IKO
(BIIC) HEKOMITAKTHOTO MHOKap/ia JIEBOTO | BOA MIEPErOPOIKH
KEIyI09Ka (noncompaction | CKMIIIT/AMKII),
KapAMOMHUOMIATHS) KapAHMOMHUOMATHS




1 2 3
IIP xenynmoyHo- | - ["acTpoazodaranbHbIit
KHILIEYHOTO peduroke
tpakra (JKKT)
I1P Mmoue- | 20-30% runormazus Manbix NoJoBbIX I'y0, | [lopoku mouek, renuTanuii
I10JIOBOM THNEPIUIa3usl  SIUYHUKOB,  THUIOIUIA3HA
cucremsl (MIIC) | maTku
I1P onopHo- | Jlo 80% Opaxumaktiius/ | CKOJINO03, CHHIAKTUIIUS CTOIBI
JIBUTATEIILHOTO KAMITOAAKTWINSA,  KIMHOJAKTWiIHUS  V
anmapara (O/IA) | manpleB KHCTEH, CKOJHO3, aHOMAJIHH
pebep
HApyrue nopoku o  50%  tyroyxocts,  martosorus | 35% Kocoriaasue, MUOIHUs
3pUTENBHOIO aHAJINW3aTopa: KOCOrja3ue,
HapylIieHHe pedpakiun (MuomHs,
THIIEPMETPONHS, aCTUTMATU3M), HUCTArMm,
OTCYTCTBHE (PUKCAIlMU B30pa, KaTapakra,
K0JI000Ma 3pUTENIbHBIX HEPBOB
[Tpouee Ha mnepBomM roay JKM3HM HapylIeHHI | +
COCaHu€ U IVIOTaHWE, YacTble CPbITMBAHUS
Y PBOTA,
y 50% mnanueHToB OINUCaHbl HApYLIEHUs
CHa W aHOMAJIMH MOBEACHUS, KyCaHUe PYK,
BCITBIIIKY THEBA, CTEPEOTUITHBIC JIBIKCHHS
M0 THUITY MBIThS PYK, XJIOMAHbs B JaJIOIIH,
MOKAUYMBAHMS TOJIOBOW W MOXJIOTIBIBAHUS
10 T'OJIOBE, HABA3YMBOE JKEJIAHUE HIOXATh,
BpamaTh Wik OUTH MPEIMETHI
[Tpoucxoxnaenue | De novo >90% De novo >90%
De novo VuacnegoBana <10% wm3-3a Hamuuud | YHaciaeqosana <10% wm3-3a
VYHacnenoBaHa B KapHOTHIIE POIUTENS | HATUYHS B KapUOTHUIIE
cOalaHCUPOBAaHHOM PELUIIPOKHOM | pouTeNsi cOaJlaHCUPOBAHHOMN

TpaHCJIOKaluu C BOBJICHCHUEM CCIMCHTA

1p36

PELUIIPOKHON  TpaHCIOKalUU
C BOBJIEUEHHEM cermeHra 1

q44

XPOMOCOMA 2

Xpomocoma 2

Del 2q37

1

2

HpCHaTaJ'IBHaSI TUIIOINIa3uA -

YO, 3PP (cTenenn)

100% YO, Boipaxennas 3[1PP

Muxkpouedanus -
Makponedanus -
['unoToHus 40%
Cynoporu 20%

YepenHo-nuieBble 1ucMophun

Brictynatonuii 100, HENOCTyIIHbIE BOJOCHI C HU3KOU
JIMHUEH POCTa BOJIOC, Y3KHE TJIa3HbIC LIENIH, MAJIIEHBKUN HOC
¢ V-00pa3HbIM KOHYMKOM HOCA, BBICTYNAIONIUE CKYJIBI,
MaJICHbKUH POT C TOHKUMH TyOaMu, TIaJKHHA >KeI000K,
HU3KO TOCAKEHHBIE YIITH, OOJIBIION MOA00POIOK

PI'H
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1 2
BITP [THC -
BIIC BIIC-40%, xapauomuonarust 23-27%, B ocHOBHOM (85%)
pPEeIKUN THUIl — CHHAPOM HEKOMIIAKTHOTO MHOKapJa JIEBOTO
JKemyouka (noncompaction Kap IHOMHAOTIATHS )
ITP XXKT -
ITP MIIC Kpuntpxuzm
ITP OIA Hwuskopocnocts, 10 95% Opaxunaktwmms tuna E (mo tumy
HacJeACTBeHHON octenuctpodun Onbpaiita): yKOpOUCHHE
ISCTHBIX M IUTIOCHEBBIX KOCTeH 4-5, 3-5,2-5)
Hpyrue nopoku M30bITOYHAsI Macca Tella, NaxoBble, MYIOYHAsl IPhIKU
IIpouee PaccrpoiicTBa ayTUCTUYECKOTO CIIEKTpa:
DX OJIANIHA, aHOMQJIMM  TOBENEHUS:  KycaHHe  pYK,
CTEpEOTHUIIHbIE JBIDKEHUS (TMOKAYMBAHUS, [MOKAYUBAHUS
r0JIOBOM, CBUCT)
[TpoucxoxneHue De novo >80%
VYuacnenoBana <20% u3-3a HaaU4Ms B KAPUOTHUIIE POJIUTEIS
cOanaHCUPOBAaHHOM PELUIPOKHOM TpaHCIOKaIluU
C BOBJIeUeHHEM cerMeHTa 2037
XPOMOCOMA 3
Xpomocoma 3 Del 3929 Dup 3929
1 2 3
IIpenaranbHas + +
TUIIOIUIA3US
YO, 311PP 100% YO, Boipaxkernas 3[1PP 100%, 3IIPP  nerkoii, cpennen
TSKECTH
Muxkponedamus | + 43%
Makponedanust | - -
['unotoHus 20% 40%
Cynoporu 13% aronuyeckue, ¢eOpuibHbIE, | 26%
HOYHBIE
YepenHo- deHoTunuyeckoe  pasHooOpasue, | DeHOTUNNYECKOEe pa3zHooOpa3sue,
JIMLIEBbIE OTCYTCTBHE OTYETIMBBIX | OONBIION  THepeaHud  POJHMYOK,
nucMopun nucMophu3MOB Opaxuuedanus, TUIIOTUIA3HU IO
HaJIOPOBHBIX JYI Yy3KHE TJa3Hble
HIeJIM, AHTUMOHTOJIOWJHBIN pa3pes
ria3,  BJAABICHHBIM KOpPEeHb HoOCa,
y3Kasl BEpXHsisl ryda
PTH - 3%
ITP XKKT 81% ractpod3odaranpublii | 55% TpyaHOCTH € KOpPMJICHHEM B
peduItoKCc, XpPOHUYECKHE 3aropbl, | MJaJIeHYECTBE
TPyAHOCTH ¢  KopmieHueM B | 42% orcyTcTBHe HaOOpa Macchl Tena
MJaJeHYECTBE 35,5% xpoHuveckue 3anopsl
BIIC 50%, rumomiazus MpaBbIX OTACIOB | 6,5%  nmedekThl  MeXmpeacepaHon
cepAla, OTKPHITHIM apTepHaNbHBIN | /KETyJOYKOBOH [IEPEropoaKU
MpOTOK, arpe3ust (creHo3) serounoi | OKMIIIT/AMIXKII),  aBycTBOpUaTHIit
apTepuu, CTEHO3 | a0pTaJIbHBIN KIIaNaH
TPUKYCIHUJATBHOTO KJIanaHa,
JAMKII
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1 2 3
BITP IHC 70-80% aHOMAJTHH 3aaHel | ['unorasus yepBs MO3KeuKa
YepernHOM SIMKHU: THIOIUIa3us 4epBs
MO3XKeUKa, MONyIIapuil MO3KeUuKa
PETPOMO3KEUKOBBIE KHCThI
ITP MIIC 25% cToiikuil 3Hype3 25% cTolikuil 3Hype3
I1P OJJA 84% nedopmanus rpyaHol kieTku, | CKoIuo3, 1y4e-TOKTEBOM CUHOCTO3
JUIMHHBIC TOHKHWE TMaJbIlbl KUCTEH,
UIMPOKKE, BalblyCHbIE 1| MajbIlbl
CToII, OpaxuIaKTUIINS,
KJIMHOJIaKTHUIIUS, aHOMaJIbHOE
BCTaBJICHUE MAJIBIIEB CTOII
Hpyrue nopoku | 60% KocorJjasue. aHoManuu | Mukpodranbm, koroOoma paayKKu
pedpakiumy, BKJTFOYAst
OJIM30PYKOCTh M ACTUTMATHU3M
[Tpouee PaccrpoiicTa ayructudeckoro | 29,0% pecnupaTopHBI  TUCTpecc-
CIIEKTpa, TPEBOKHBIE PACCTPONCTBA, | CHHAPOM
mu3openus 32% TtpeBokHBIE paccTpoiicTBa, 40%-
paccTpoiicTBa ayTUCTUYECKOTO
CIIEKTpa
40% paccTpoiicTBa ayTHUCTHUECKOTO
CIIEKTpa
PELUAUBHUPYIOIINE uHbeKIun
CIIM3UCTBIX 000JI0YEK
[Tpoucxoxnaenue | De novo >90% De novo >90%
(De novo, | YHacieaoBaHa <10% n3-3a | YHaciaenosana <10% wu3-3a HaIH4usg
yHacleJJ0OBaHa) HAJMYUS B KAPUOTUIIC POIUTENS | B Kapuoture poautess dup 3929
cOaaHCUPOBAHHOM  PELUNPOKHON
TpaHCIOKAIIUN C BOBJICYCHHEM
cermenTa 3029

XPOMOCOMA 4

Xpomocoma 4

Del 4p16 cunapom Bonbda-XupuixopHa

1

2

[IpenaranbHas runoriasus +

YO, 3I1PP (cTenenn)

100% YO, Beipaxennas 311PP

Mukpornedanus +

Makporedanus -

['unoronus 20%

Cynoporu 15%

YepenHo-IH1IeBbIe CKOUIeHHBIH 1100, TUIIEPTENOPU3M, THIOMIA3us HaaOpOBUHA U

mcMopdun CKYJIOBBIX ~ KOCTEH, IUCMOpP(QHUYHBIE yIIHBIE PAaKOBUHBI,
nyrooOpasHble  OpOBM, AHTHMMOHTOJIOMJIHBIA pa3pe3  IJias,
BBICTYIIAIONIAs] TIEPEHOCHIIA B BHJIE «IINIEMa TPEUYECKOTO BOMHAY,
KOPOTKHH (pUiIbTp, rOTHYECKOE HEOO, MUKPOTeHHUS

PI'H 90%

BIIP ITHC 10%  areHe3us  MOJOCTH  TPO3PAYHON  MEPETOPOIKH,
MEKIKEITyTOYKOBBIE KUCTHI TOJIOBHOTO MO3Ta

BIIC 50% JMIIII/AMIKII, mpaBas aOeppaHTHas IOAKIIOUHYHAS

apTepusl, IEpCUCTUPYIOLLAs BEPXHsIS 110J1asl BEHA
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2

ITP XXKT 7% ractpon3odaranbHblii pedIroKe, HE3aBEPIICHHBIH TOBOPOT
KHIICYHUKA

ITP MIIC 40% runocnaaus, KPUITOPXHU3M

ITP OA 84% nedopmarus rpyaHON KJISTKU, JUIMHHBIC TOHKHE TaJIbIIbI
KHCTEH, NIMPOKHE, BAJILI'YCHBIE | TaNbIBI CTOM, OpaxXuaaKTUINA,
KJIMHOJAKTHIIVSI, aHOMAJIBHOE BCTABJICHUE MAJIBIIEB CTOI

[pyrue nopoku 60% xomoOoMa pagyKu, SMUKAHT, YIIHbIE IPUBECKH, aria3us
KO>KH BOJIOCHCTOW YaCTH T'OJIOBEI

IIpouee PaccrpoiictBa ayTUCTUYECKOTO CIIEKTpa, TPEBOXKHBIC
paccTpoiicTBa, MU30ppeHus

[TpoucxoxaeHue De novo >90%

(De novo, ynacnenoBaHa)

VuacnenoBana <10% wu3-3a Hanuuus B KapUOTUIIE POAMUTENS
cOanaHCHPOBAaHHOM PELUIPOKHOM TPaHCIIOKALUH
C BOBJICUCHHEM cerMeHTa 4p16.3

XPOMOCOMA 5

Xpomocoma 5 Del 5p16.3 cMHAPOM «KOIIAYBETO KPHKA»

[TpenaTanpHast THIOTLIA3HS 2%

VYO, 3I1PP (crenenp) Tsoxenas crenens 3[1PP

Muxkponedanus 98%

Makpouedanus -

['unoronus 60-80%

Cynoporu +

YepenHo-1uLEeBbIE XapakTepHbIil KpUK peOeHKa (BbICOKUN, TPOH3UTENbHBIN I1aY) -

nucMophun HarlOMUHaeT MsykaHbe KomikH. JlyHooOpasznoe nuuo (70%) c
mupokoi mepenocuneid (84%) u mukporHarueidr (75-85%),
BbicOKOe  HEOO  (50-75%), acummerpus Jmna  (25%),
runieprenopusm  (90-95%), omymiennsie yribl ria3 (75-85%),
JUCIIIIACTUYECKHUE, HHU3KOCHUIAIIME, PpOTUPOBAHHBIE  Haz3al
yIIHBIE PaKOBUHBI (85 %)

PI'H -

BIIP ITHC Muxkporupusi,  apuH3HUe(aIus, TUNOMIA3Usi  MO3KEUKa,
ruapouedanus

BIIC: 15-30% JIMXKII, IMIIIT

ITP XKKT: -

ITP MIIC Kpunropxusm, aHomannu novex

ITP OJJA 65-75%  BpoXmeHHBIH  BHIBHX  Oeapa,  KOCOJIAIOCTh,
TUTOCKOCTOTIHS, KJIMHOBU/IHbIE MO3BOHKH, CKOJTHO3,
KITMHOTAKTHJIIHSI

[pyrue nopoku 25-30 % pacxoxaeHue MPSIMbIX MBI JKUBOTa M TaxOBbIE
TPBDKU

[Tpouee ATpodust 3pUTETBHOrO HEpBa M OYaru JIEMUTMEHTAllUu
CeTYaTKH, aHOMAJINHU TIPUKYCa, YITHBIC TPHBECKH

[Ipoucxoxaenue De novo >90%

(De novo, ynacnemnoBaHa)

VYuacnenoBana <10% wu3-3a HaJIW4Msl B KapUOTHUIIE POJIUTEIS
cOaraHCUpOBaHHOM PELHUIIPOKHON TPaHCIOKALUU
C BOBJICUCHHEM cerMeHTa Spl6.3
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XPOMOCOMA 6

Xpomocoma 6 Del 6p24-25 Del 6924-26

IIpenaranbHas + +

TUIOILIA3Us

YO, 3IIPP | YO, cpenusisa u tsoxenas crenens 311PP YO, cpennsas u  TsKenas

(cTereHn) crernenpb 3[1PP

Mukponedanus 70%

Makporedanus -

I'unoronus + +

Cynoporu + +

UepenHo-nuieBble | BeicTynatonmii 100, rumneprenopusM, | ['eHepann3oBaHHBIN

nucMmophun TUIOIUIA3Usl  CpeJHeM  yacTh  JMIA | TMIIEPTPUX03, T'ycThle OpoBH,
TyrOyXxoCTb, IIOPOK  CE€pJua, KOCble | CHHO(ppHU3,  TUIEPTEIOPU3M,
IJIa3HbIE ILEIH, JIUKAHT, PACXOIALIEECs | SIHMKaHT, KOCOIJIa3He,
KOCOIVIa3ue, BJIABJIEHHAs CIIMHKA HOCA, | IIMPOKasl, BJABICHHAs CIMHKA
JMCIIJIACTUYECKUE  YIIHBIE  PaKOBMHBI, | HOCA, BBICOKOE apoyHOe Hebo,
IIaJIKAN KeT000K, BEICYHYTHIH OILyILEHHBIE YTJIBIL pra,
A3BIK, KOPOTKas Iles, BBICOKOE apO4YHOE | MUKPOTHATHs
HEeOO ¢ aHOMAaJbHBIM PACHOJOKCHHEM
3y00B

PI'H - +

BIIP ITHC Acnmmerpus IOJTyLIapHH I'M, | AHOManuu MO30JIUCTOrO TENA,
BEHTPHUKYJIOMET AN, rugponedanus, | MUKpouedanus,
Manbhopmanus Henmau-Yokepa, | rugpouedanus
AHOMAJIMSIMU MO30JIMCTOrO TeJla

BIIC JAMIIII, creno3 gerouoir  aprepum, | JMIKII, AMIIIT
HEJI0CTATOYHOCTh TPUKYCIHUJAIBHOTIO
KJIaIIaHA

ITP XXKT - -

ITP MIIC + -

ITP OIA Bapycnas nepopmanus crorn, | KnuHonaktunus, runomiasus
HU3KOPOCIOCTh (danaHr nAThIX MAJTBIEB

Hpyrue nopoku ITopokn pasButus mnepenHen Kamepsl | Terparerus,
riasa, JIBYCTOPOHHHU 3aaHuM | AuadparmaibHas rpbIXKa,
SMOPHOTOKCOH U  UPUIOKOPHEAIbHBIE | CEHCOPHAs TYTOYyXOCTh
CUHEXUU
JIByCTOpOHHSI1 HEHPOCEHCOpHAs IIyX0Ta

IIpouee ITopaxxenust ronoBHoro mosra Ha MPT | TpynHoctu ¢ kopmieHueM B
HallOMHMHAIOT MOpaXeHHUs, HaONI0/1aeMble | MIIaJIeHYECTBE, OTCYTCTBHE
y HOBOPOXKICHHBIX, cTpajaroumx | Habopa Maccel Tena
TUIIOKCUYECKHU-UIIEMUYECKON
sHIIeanonaTHed Wik BHYTPUYTPOOHBIMU
MH(DEKIUSIMH, TaKUMH KaK
IATOMETAIOBUPYC M TOKCOIIJIA3MO3.

[Mpoucxoxnenne | De novo >90% De novo >90%

(De novo, | Yuacnenoana <10%  HOCUTENBCTBO | YHacien0BaHa <10%

YHACJIeI0BaHAa) cOanaHCUpOBaHHOMN TPAHCIOKAUU | HOCUTENbCTBO  PELUNPOKHON

C BOBJICYEHHEM CEIMEHTA 6p y pOIUTENS

TpaHCJIOKaluU C BOBJICUCHUCM
cerMeHra 6 (| y poauTens
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XPOMOCOMA 7

Xpomocoma 7

Del 7936-qgter

IIpeHaranpHas runormnazus | +

YO, 3I1PP (cTenensp) 3I1PP, YO

Mukponedanus +

Makporedanus -

I'unoronus +

Cynoporu

YepenHo-nu1eBbIe I'uneprenopusm, KJIFOBOBU/IHBIN HOC, JTUCIUIACTUYHbIE

nucMophuun BBICTYNAIONINE YIIHbIE PAaKOBHUHBI, aHOMallbHas ¢opMa uepena,
TUIOIIa3Usl CpeIHEN TPeTH Jula (CYy)KEHHE X0aH)

PTH -

BIIP ITHC AreHe3us/TUIomIa3us MO30JIUCTOTO Tesa/mpo3pavyHoOn
IIEPETOPOJIKH, CpAllICHUE TAIaMycCa

BIIC -

ITP XKKT +

I1P MIIC -

I[P OJJA HenponopunoHanbHas HU3KOPOCIOCTh, 0)KUPEHUE B COUETAHUHU C
JUIEBBIMU  JAUCMOPPHUIMH, CO3JAIOIIMMHU  KJIMHUYECKOE
BIICYATIICHUE «MHUKPOIEPATLHOW TEPBHYHONH KapIUKOBOCTH
(ocTeOAMCIUIACTUYCCKHUI THIT)

Hpyrue nopoku EuHCTBEHHBIN IEHTPAJIbHBIN pe3ell BEpXHEH YeItoCTr

IIpouee Oxupenue

ITpoucxoxaeHune De novo >90%, ynacnenosana <10% (penunpokHasi TpaHCIOKall.)

XPOMOCOMA 8
Xpomocoma 8 Del 8p23
1 2

[TpenatanpHast runomiaszus | 50-70%

YO, 3PP (cTenenn) 3I1PP ot nerkoit 10 yMEpeHHOM CTENEHU

Muxkponedanus 35-50%

Makpornedanus -

I'unoronus -

Cynoporu +

YepenHo-nuieBble Bricokuil y3kuii 1100, mMpoKas CIHMHKA HOCa, KOpPOTKas Iues,

nucMmophuun SMMKAHT, HHU3KO PACIOJOXKEHHbIE JUCMOP(PHUUYHBIE  YIIHBIE
pPaKOBUHBL, TOTHYECKOE HEOO, IMPOKasl TpyAHAasl KJIeTKa

PI'H -

BITP ITHC -

BIIC 60%, 3 mux ABK 50%, cteno3 nerounoit aprepum, JMIIII,
JAMXKII, anomanms D6mreitHa, Terpaga damno

ITP XXKT TpynHocTH  KOpMJIEHMs,  racTpo-33odaraibHbli  peduitokc,
MOTepXHBaHKE

ITP MIIC KpunTtopxusm u runocnaaust

I1P OJIA KnuHomakTunus 5 maneleB KUCTEH, 3-4 CTON, CHHIAKTHIIUS

Hpyrue nopoku HuadparmanpHas rpepka y 20%

[Ipouee [ToBeneHuyeckne OCOOCHHOCTH, ayTH3M. 3aaepkka pocta y 50%

OOJIBHBIX, HOPMAaJbHOEC  WJIH
OpoHXUaNTbHAS aCTMa, dK3eMa

paHee TIOJOBOE  pa3BUTHE,
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1

2

IIpoucxoxnenue

(De novo, ynacienoBaHa)

De novo >90%
VHuacnenoana <10% wu3-3a Hanu4uMs B KQPUOTHUIIE POIAUTENS
cOaIaHCUPOBAHHON PELUNPOKHON TPAHCIOKAIMU C BOBJICUCHHUEM
cermenTa 8p23

XPOMOCOMA 9

Xpomocoma 9 Del 9q34.3 cunapoma Knuderpsr

[IpenaranbHas -

TUTIOIIIA3us

VYO, 3IIPP (crenens) | 3IIPP ymepenHas, Tskenas creneHb

Muxkponedanus 20-60%

Makpouedanus -

['unoronus Breipaxennas

Cynoporu 100%

YepenHo-1u1IeBbIe Bpaxunedanus, miockoe JauI0, AyrooOpa3Hbie OPOBHU, TUIIEPTEIOPU3M,

JucMophun cuHO(pHU3, KOPOTKUH HOC, BBIBEPHYTHIE BIEpE] HO3JAPH, POT Kapra,
BBICYHYTBIHN SI3BIK, MUKPOTHATHSI, 3a0CTPEHHBIN MOA00POI0K

PI'H -

BITP [THC 60% aHOMAaTMU MO30JUCTOTO TeJIa

BIIC 45% koapkTaius aopThl, CTeHO3 JierouHoi aprepuu, JMXKII

ITP XXKT +

I1P MIIC Kpunropxusm, runocnaaus

ITP OJIA AHOMaJINM NaJbLEB HOT

Jpyrue mopoku [IpenatanpHO: yBenWYeHHas IelHas CKiagka, omdarorene, OTeK
miona, EAIL nBoiictBennocts reautanuii, [1P IIHC, BIIC

ITpouee [ToBeneHnueckre 0COOEHHOCTH, ayTH3M

[Ipoucxoxnenue De novo >90%

(De novo, | YuacnenoBana <10% w®3-3a Hanuyusi B KApUOTHUIE  POIUTEIS

yHacleJJ0BaHa) cOamaHCUPOBAHHOM  PEHUIPOKHON  TpPaHCIOKAIlMM  C BOBIECYEHHUEM

cermenTa 9q34.3

XPOMOCOMA 10

Xpomocoma 10

Del 109 cuHIpoM OJTHOCTOPOHHETO MapaJinia HHKHEH ryobl

1 2

IIpenatanbHas -

TUIOIIIAa3Us

YO, 3IIPP (crenens) | 3IIPP ot nerkoit 1o ymepeHHOI

Muxponedanus -

Maxponedanus 20%

I'unoronus -

Cynoporu

YepenHo-nuieBble TpeyronbHol (QopMBI JHIIa, aCHMMETpHs JUIa MpH IUlade (BBI3BAHO

nucMophun OJHOCTOPOHHEN arcHe3Wel WM TUIIOIUIA3MEH MBIIIIBI, OIYyCKAIOLIECH
yrojl pTa), BhICTyNaroLasi NepeHOCUIla, THIIEPTEIIOPU3M, KIIFOBOBHUIHBIN
HOC, IUCILUIACTUYHBIC YIIHBIE PAKOBUHBI, KDAHUOCUHOCTO3

PI'H -

BIIP ITHC I'unomnasus MO3XKEYKa, KHCTBI COCYIUCTBIX CILICTCHU,
BEHTPHUKYJIOMETAJIHS

BIIC JIMOXKTIL, IMIIII, OAII, nerounasi runepTeH3us
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1 2

ITP XXKT ATpesus anyca

ITP MIIC Kpunropxusm,  runmoraHaausM, aHOMAJIUM  [OYEK,  CHHAPOM
MEPCUCTHPYIOLIETO MIOJJIEpPOBA MPOTOKA, MErajoyperep, OOCTPYKIHH
MOUEBBIBOSIIUX MyTEH, TUIOIUIA3Us OYEK

ITP OIA +

Hpyrue nopoku [ToBenenueckue 0COOEHHOCTH, CUH/IPOM nepuuTa
BHHUMAaHUS/TUTIEPAKTHBHOCTHU

IIpouee KarapakTa, TyroyxocTtb

IIpoucxoxnenue De novo >90%, ynacnenoBana <10% wu3-3a Hanmuuusi B KapUOTHIIE

(De NoVo, | poauTens cOalaHCUpOBaHHOU PELHUIIPOKHOMN TpaHCIOKAIU

yHAacleJJ0BaHa) c BoByieueHreM cermenra 10q

XPOMOCOMA 11

Xpomocoma 11 Del 11g-term cunapom SIkobcena

[IpenaranpHas -

TUTIOTUIA3US

YO, 3I1PP (crenens) | YO, 3I1PP

Muxpornedanus +

Makpornedanus -

['unoroHus 40%

Cynoporu 20%

UepenHo-nu1ieBble Tpurononedanus, rUnepTENOPU3M, KOCOTJIA3We, MNTO3, IIHUPOKas

nueMmophun MEepPeHOoCuIla, MaJeHbKUW B3JEPHYTHI HOC, TOHKas BEpXHss ryoa,
aHOMaJMM 3YOHOTrO psiAa, HHU3KO IOCAKEHHBIE YIIHbIE PAKOBHHBI,
KOPOTKasl TUPOKas 1iesi, eANHCTBEHHAs JaJIOHHAas CKJIaJKa

PI'H -

BIIP ITHC +

BIIC 60% JAMXII, TJIOC, pexkcTpokapaus, YTONIIEHHE CTBOPOK
MUTPAJIBLHOTO KJIallaHa u JIp.

ITP XXKT 10-20% cTeHo3 npuBpaTHUKA

ITP MIIC 10% meranoyperep

ITP OIA Huszkopociocts, OpaXxuaakTUIMs, KOPOTKHE, HIMPOKHE HCTalbHbIE
(anaHru KucTey u crom, runorviasus gasanr

[pyrue nopoku JIByCTOpOHHUI ITO3, KOPOTKHUE TIa3HbIE LN, TYTOYXOCTb

ITpouee Cungpom Paris—Trousseau (ITspuc—Tpycco), XpOHHUYECKAsI
TPOMOOLIUTONEHUS,  HEUTpONEHUs,  OOWIbHbIE  MEHCTpyalbHbIE
KpOBOTEUYEHUS

[TpoucxoxacHue De novo >90%. VuacnemoBana <10% wu3-3a HaJIW4YUS B KapHOTHIIC

(De novo, | poaurens cOamaHCUPOBAHHOM PELHUIIPOKHOMN TpaHCIOKAIIMKI

yHaCJIeIOBaHA) C BOBJICUECHHEM cerMeHTa 11q

XPOMOCOMA 13
Xpomocoma 13 Del 13q
1 2

HpeHaTaana;[ TUIIoIIa3suAa -

YO, 3PP (cTenenn)

Tsaxenas crereas 3I1PP

Muxkpornedanus 30-50%
Makpornedanus -
['unoronus 50%
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2

Cynoporu 23-30% snmtenicust

UepenHo-u1eBbIC bpaxunieanus, BBICOKHIA, MUPOKUNA 7100 € BBICTYHNAIOIIUMHU

mucMophun 700HBIMH ~ OyrpaMu, THUIEPTENIOPU3M, AHTHMOHTOJIOUTHBIN
paspe3 IJa3, IIHUPOKOE BBICTYIAOIIEE IMEPEHOCHhE, KOPOTKHIA,
CTIaKEHHBIN (DUIBTP, TOHKas BEpXHsSS ry0a, OIMYIIEHHBIE K
HU3Y YTOJIKM pPTa, TUCIUIACTUYHBIE OOJBIINE, POTHPOBAHHBIC
K33/l YIIHbIE PAKOBHHBI

PI'H 10%

BITP [THC ATreHe3us/TUCTeHe3:st MO30JIUCTOTO Tella

BIIC 30% JAMXKII, AMIIII

ITP XXKT -

ITP MIIC -

I1P OJIA 38,5% mopokM pa3BUTHUA KUCTEH U CTOM, BKJIIOYAIONINE
MOJTUIAKTUIIHIO, aIIa3uIo/THITOTIIA3UIO ¢ananr,
KIMHOJAKTUIIUIO MH3UHIIEB KHUCTEeH, OpaxuIaKTUIUIO CTOI;
CKOJINO3

pyrue nopoku OnTuyeckast HelponaTus

IIpouee OsxupeHue, ’THHEKOMacTHs
3aziepsKKa MoJIOBOTO CO3PEBAHUS

[Tpouncxoxnenue De novo >70%

(De novo, ynacnemnoBaHa)

Vuacnenoana <30% Mo MaTEpUHCKON JUHUM W3-3a HAJIUYMS
B kapuorurne poxuteis del 13932

XPOMOCOMA 14

Xpomocoma 14 Del 14q-term

[Tpenar.runomnasus | + 40%

YO, 3I1PP | YO, 3ITPP

(cremens)

Mukponedanus +

Makponedanus -

['unoronus + 60%

Cynoporu +

YepenHo-nuuesble | Mukpouedaius, BHICOKAN U BBITYKJIBINA 100, HU3KO MOCaKEHHBIE YILIHBIE

aucMophuun pPaKkoBHHBI C JIe(OpMUPOBAHHBIM 3aBUTKOM, Osiepapodnumos, SMUKAHT,
NTO3, IIMPOKass M IIJIOCKas CIMHKA HOCA, KOPOTKHHM BBINYKIBI HOC,
HIMPOKUH KeT000K, TOHKasi BEpXHsIs I'y0a, MaJIeHbKHI U KaprnooOpa3HbIi
pOT, BBICOKO€ HE0O0, aHOMaJbHBI 3yOHOW psAJ, MHKpPOTHATHA,
€/IMHCTBEHHAs JIaJIOHHAas! CKJIaJIKa.

PTH +

BITP ITHC -

BIIC 35%

ITP XXKT -

ITP MIIC -

ITP OJJA +

Hpyrue nopoku Jucnnasust sManu 3y00B, MEKPOIOHTHS

IIpouee -

IIpoucxoxnenue De novo >90%, ynacnemoBana <10% wu3-3a Hajauuusg B KapUOTHIIE

(De novo, | poautens cOaraHCUpOBaHHOMN PELMIIPOKHON TpaHCJIOKaluU

yHaCJIeIOBaHA) C BOBJICUCHHEM cerMeHTa 14(
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XPOMOCOMA 17

Xpomocoma 17

Dup 17p13.3 knacca |
conepxamme YWHAE ren

Dup 17p13.3 kiacca I1
coaepxaniue PAFAH1B1 ren

[IpenaranbHas - +
TUTIOTUIA3US
YO, 3I1PP 3IIPP tsxenas 3IIPP ot nerkoit o TsoKenon
Mukponedanus | + +
Makponedanus | - -
I'unoronus + BBIpaKEHHAS +
Cynoporu + Dnuencust +
Yepenno- AcuMMeTpUYHBIN yepen, | 3BYP
JIUIIEBBIC IUIOCKasl 3aTbUIOYHAs 00J1acTh,
aucmopuu 100HbIE Oyrpsl, HU3KO
MOCAKEHHBIEC YIIHBbIE PAKOBUHBI,
HIUpOoKast HepeHocu1Ia,
MaJIeHbKUI HOC, TUIIEPTEIOPU3M
PI'H + +
BITP [THC Jucrenesrst MO30JIMCTOTO TeNa AHOManuMu  MO30JUCTOTO  Tela |
MO3KeUKa
BIIC - +
ITP XXKT - -
ITP MIIC - -
1P OJJA Upe3MepHO  BBICOKMHM  pOCT, | -
MIOPOKH Pa3BUTUS KOHEUHOCTEH,
B TOM YHCJI€ SKTPOJAAKTUIIHUS
IIpouee IToBenenueckue  ocobenHocty, | 3IIMP, cunapom neduuura BHUMaHUS U
ayTHU3M, MPEXIEBPEMEHHOE | TUIIEPAKTUBHOCTH, MIOBE/ICHYECKUE
MI0JIOBOE CO3pEBaHUE O0COOEHHOCTH: MPOOJIEMBI C COLUATBHBIM
B3aUMOJICHCTBUEM, KOMMYHUKATHBHBIE
HapyLIeHHUs, 00ceccuBHO-
KOMITYJIbCUBHOE paccTpoucTBO,
HaBSI3YUBBIN TOUCK MHINHU, ACTPECCUST OT
JIETKOM JI0 TSKEJION CTENEeHH y MOXKUIIBIX
MAIMEHTOB
[Tpoucxoxnaenne | De novo >90%, VYwuacnemosana | De novo >90%

<10% 1o MaTepUHCKOM JINHUU

XPOMOCOMA 17

Xpomocoma 17

Del 17p13.3
I/ISOHI/IpOBaHHaﬂ J'II/ICCZ)HI_IC(I)aJ'II/ISI,

KJlaccuueckas (Juccanuedanus, TUm

1) (nenerust PAFAH1B1 rena)

Del 17p13.3
Cungpom Muinepa-/lukepa
(menmerus PAFAH1B1 BmecTe
¢ YWHAE w/unu CRK renamn)

1 2 3
[IpenatanbHas + BbIpaKeHHas + BbIpakKeHHas
TUIOIIa3us
YO, 311PP 3IIPP Tsoxemas 3IIPP tsxenas
Mukponedanust | + +
Makponedanus | - -

I'unoronus + BBIpA)KEHHAs1 + BBIpaKEHHAas1
Cynoporu + Dnusnencus +
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1

2

3

Yepenno-
JIULIEBBIC
nueMopdun

be3 ocobennocreii penorumna

Brictynatomuit 100 ¢ peTpakiueit
BUCOYHBIX 00JacTell, Ha KOTOPOM BO
BpeMs I11a4a MOSABIISIIOTCS TOJICTBIE
BEPTUKAJIbHBIE CKIIAJKH U TTyOOKHE
00p03/1b1, MOHTOJIONTHBIN pa3pe3
IJ1a3, TUIIEPTEIOPU3M, KOPOTKHIA HOC
C B3/ICPHYTBIMH HO3JPSIMH,
YTOJILIEHHAs BEPXHsisl ry0da ¢ TOHKOM
SAPKO-KPAaCHOU KaliMOW, HU3KO
IIOCAYKEHHBIE YIIHBIE PAKOBUHBIL,
MUKPOPETPOrHATHUS

PT'H

BITP LIHC

Jucconnedamust I Tuma  (kiac-
cuyeckas), 2-4 crenenu (2-3 creneHb
- CMCIIaHHas arupus/maxurupus, 4
CTeNeHb - TOJBKO  MAXHUTHUPHS)
ACCOIIMMPOBAHHAs ¢ MHUKpoIe]amnei,
TEHEPAIM30BaHHOW  TETEPOTOINMEH,
pacupeHueM KEITYT0IKOB "
TUIOIUIa3Uuel MO30JIMCTOrO Tela

Jlucconnedanust [ tuna (kmac-
cuyeckas) 1 creneHu (moaHas
arupusi), aCCOLIMUPOBAHHAS C
MUKpouedanue,
TeHEPAIM30BaHHOM IeTepOTONNEN,
paciIMpeHreM KeITyI0IKOB U
TUIIOIUIA3UEN MO30JIUCTOrO Teja

BIIC:

Terpana ®@asio, KJIalaHHBIA CTEHO3
nerouynot aprepun, JIMXKII

ITP JKKT

ATpe3us ABEeHaALaTUIIEPCTHOM
KHILKH

ITP MIIC

Kpunropxusm, runocnaaus,
[1axoBas I'pbLKa, Ta30Basi SKTOIHS,
KHCTO3Hasl AUCIUIA3Us MTOYEK

TP O/IA

HOJ’II/IJIaKTI/IJ'II/Ifl, KIIMHOOAKTUJINA,
KaMIITOAAKTHIINA

[pyrue nopoku

IIpenaTanbHO: BEHTPHUKYJIOMET NS,
omdaJtorene, MHOTOBOJTUE

IIpouee

Bricokas JeTansHOCTE B paHHEM
JIETCKOM BO3pacTe 2-3 JeT

IIpoucxoxnenue
(De novo,
yHacCJIeI0BaHa)

De novo >50%, 30-50% wmyramuu
reHoB. YHacnenoBaHa <10% wu3-3a
HaJIU4Usl B KaApUOTHIIE POJUTEIS
cOaraHCUpOBaHHOMN PELUIIPOKHON
TpaHCIOKAIUU C BOBJICUCHHEM
cermenTa 17p13.3

De novo >90%

VYuacnenoBana <10% u3-3a Hanmuuus
B KQpPUOTHUIIC POJTATEIS
cOaaHCUPOBAHHOMN PELUIPOKHOMN
TPaAHCIOKAI[MH C BOBJIEUEHUEM
cermenTa 17p13.3

XPOMOCOMA 22
Xpomocoma 22 Del 22913.3 Dup 22g13.3
Cunapom @enana-Makaepmuia
1 2 3
IIpenar.runomn | + +
YO, 311PP VO, 3I1PP Tsmxenoii cTeneHu 3IIPP nerkoii creneHu
Muxpornedanus | 7-30% +
Maxponedanus | 6-14% -
I'unotonus Bripaxxennas -
Cynoporu Dnuiiencus +
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1 2 3

YepenHo- [uneprenopusm,  IMHHBIE — pecHUUBL, | be3s (heHOTUITUYECKUX

JIMLIEBbIE KyCTHUCTBIE OpOBHU, CHHO(PU3, KOCOIIa3Ke, | OCOOEHHOCTE MM JIeTKHe

nueMopdun SMHKAHT, NEPUOPOUTANBHAS TPUIYXJIOCTh, | AUCMOPHUH: ANUKAHT,
IIMpOKas IEepeHOCHUlla, TMOJHbIE INEKH, | TUIIEPTEI0PU3M, KOChIE TJIa3HbIe
TOHKasg BEpXHsAs Try0a, BbICOKOe HEO0O, | menan ayroodpasHsie OpoBH,
HEeNpPaBWIbHBIM MPUKYC, HENPABUIbHOE | UCKPUBIICHUE HOCOBOH
MOJIOKEHHE 3y0OB,  MHKPOPETPOTHATHS, | IEPErOPOAKH, TOJICThIE TYyOBI,
OosnbiIKe JMCIIIACTUYHBIE yIIHBIE | BBICOKOE€  TOTHYecKoe  HeO0o,
PaKOBHMHBI 3a0CTPEHHBIN 1OI00POJIOK THIIEPILIa3usl 3aBUTKA

PI'H + 10-15%

BIIP ITHC 75% mno nanuasiM MPT: apaxnounanbhas | 10-30% TUIOILIA3Us
KHCTa,  3aMe[UIeHHas  MHEIMHHM3alMs, | MO30JIMCTOro Tela
reHepann3oBaHHas  arpodust  Oemoro
BEIIECTBA, Hecnenupuyeckas
TUIIEPUHTEHCUBHOCTh O€JI0ro BellecTBa
WINA TJIM03, UCTOHYEHHUE WU TMIIOIIa3us
MO30JICTOTO TeJla, BEHTPHKYJIOMETANHNS,
oyaroBas aTpo(usl KOpbI, TMIIOIUIA3USL
JOOHOW  JOJHM, YBEIWYEeHHE OOJBIION
LUCTEPHBI, TUIOIUIA3HS YEPBS MO3XKEUKa

BIIC: 3-20% JIMIIII, peryprutamus | 15%  AMIXKII,  koapkranus
TPUKYCIHIAIBHOTO, aOpTAJIBHOTO | A0PTHI
kiananoB, OAII, aHoManbHBIN JpeHa)

JIETOYHBIX BEH

ITP MIIC 17-38% ITy3bIPHO-MOYETOYHUKOBBIN | JIMCIUTa3Us OYEK, TUITOCTIa s

pedutoKe, yBeIMUEHHE pa3MEepoB IOYEK,
pacmmpenue MOYEYHOH JIOXaHKH,
MOYEUHbI€ KUCThI MJIM MOJUKUCTO3 MOYEK,
ruponedpo3, MoAKOBOOOpa3Has IOYKa,
areHe3usl WIK TUCIIIa3us oYeK, YABOECHHUE
MTOYKHU

ITP OJJA KnuHogakTuiauss MU3MHIEB, 4YacTU4Has | [ MIeprnoiBHKHOCTh CYCTaBOB,
CHHIIAKTHIINSA 2-3 CTOI KOCOJIaNoCTh, KaMIOTOAAKTHIIHS,

CUHIAKTUINA 2-3.

Jlpyrue mopoku | - HuzkopociiocTs, 0xXupeHne

[Tpouee 3[IMP, 50% otcyrctBue skcnpeccuBHo | 3[IMP, cunapom  nmedurmra
peun, 100% 3anepxka peun, 87% YO oT | BHUMaHMS M TUIEPAKTUBHOCTH,
YMEpPEHHOI 10 Ii1yOokol creneHu, 26%— | moBeleHYeCKHe OCOOEHHOCTH:
84% ayTu3M, 28% arpeccMBHOE | MpoOJeMBbl € COLIMANBHBIM
MoBeJieHHE  (MMITyJbCHBHOCTh  KYCaHHE | B3aUMOJICHCTBHEM,
ce0si MM JIPYTUX), TIOBBIIICHHBIN 00J€BOM | KOMMYHMKATHBHbIE HApYIICHHUS,
mopor  (77%), cymoporu  (20-40%), | 06cecCHBHO-KOMITYIBCUBHOE
HapymieHue cHa (45%), HapylleHHs | pacCTpOICTBO, ayTU3M,
KOOPJWHALINY JIBUKEHHUI cuaapom Typerrta, OGUTOIApHOE

paccTpoiicTBo, mpobIeMBl ¢
oOydyeHueM,  mpodIeMbl €
yIpaBJIeHUEM THEBOM,
pa3ApaKUTEIbHOCTb, MOIBITKH
cyunmaa

ITpoucxoxaen. | De novo >80% YuacnenoBana <20% De novo >90%
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