TITOCBAIAETCS 200-JIETUIO CO IHS BOPOIMHCKO BUTBBI

HenuddepenuupoBanubiMu. OnHako 114+3% KIETOK B MOTYYEHHBIX MOMYJSIIUAX OBLIN
nonoxurenbusl 1o HLA-DR. Ilpuuem mnpu  kyasTuBupoBanuum 6e3 MCK
nonoxutenbubiMu 10 HLA-DR 6bu10 31,8+4% nonynauuu. brnarogapst mpoBeaeHUIO
MMOBTOPHOT'O 3Tara UMMYHHOMAarHUTHOW CeMapanuu, Moclie KyJIbTUBUPOBAHUSI YHUCTOTA
CD34"-knetok ypenuuusanachk 10 80-90% 1 Ha MONYYEHHBIX KJIETKAX OTCYTCTBOBAI
HLA-DR wmapxkep. [Ipu nmogoOpaHHBIX yCHOBHUSX KyJabTUBHpoOBaHUs kosnuecTBO ['CK
ITIK Bo3pocno B 100-200 pa3. YuutsiBas 0011ee KOTUYECTBO SAPOCOJCPKAIIUX KIETOK
(B mpeaenax 1000X106) u cpeanee coaepxkanne CD34+ knerok B obOpasme IIK, B
pe3yibpTaTe NpUMEHEHUs MeToJia KyIbTUBUpoBaHus U3 1 oopaszua [1K MoxHO MONyduTh
oxos1o 10-30x10° CD34"-kietox.

Takum 006pa3oM, B pe3ynbTaTe paOOThl YAAIOCh MOAYUYUTh YUCTYIO MOMYJISIUIO
Heauddepennupoanapix  CD34+ T'CK B 10CTaTOYHOM — KOJNHMYECTBE IS
TEpaneBTUYECKOrO MPUMEHEHUS Y B3POCIbIX MAIIUEHTOB.

M.A. Bynamnukoea, M.A.I'neboea, B.U. /lapuonoea,
A.b. Cmonsanunos

CHUHJIPOMBI XPOMOCOMHBIX MUKPOJAEJIELIUM
U MUKPOJIYIIJIMKATIAM
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CuHIpOMBI ~ XpOMOCOMHBIX  MHUKPOJEJIECIUMA W MHUKPOAYIUIMKAUAN  —
MHOTOUYUCIICHHAS, KIMHUYECKU TeTeporeHHas rpymnna 3a0oyieBaHul, 00yCIOBIECHHBIBIX
JeACHUsAMH WIH TYTUIMKAIUSAMHU YYaCTKOB XPOMOCOM MPOTSKEHHOCTHIO 10 1-5 MB, TO
€CTh Jeleluid W JyIUIMKAalUPd HEe BBIABISEMBIX MpPH CTaHAAPTHOM HCCIEAOBaHUU
kapuotuna. Kak mpaBuiio 3TO y4acTKH, 3aXBaThIBAIOIIME OT HECKOJBKHX T€HOB J0
HECKOJBKUX JECATKOB I'€HOB.

Ha nacTosiimuii MOMEHT MUKPOJIENICHUA U MUKPOAYIUIMKAIIMA pacCMaTPUBAIOTCS
Kak HanboJjee yacTas MpUYMHA YMCTBEHHON OTCTaJOCTH Yy JI€BOYEK, CYyOTEIOMEpPHBIE
JIeJeUU 0 OLICHKaM Pa3IMYHbIX aBTOPOB OOYCIaBIMBAIOT OT 5 10 7% YyMCTBEHHOM
oTcTaJiocTd y Jul oOoux mosioB. Haumbonee pacnpocTpaHeHHas cyOTenomMepHas
Mukponeneuust 1p36 obycnaBnuBaer 10 1% ciyyaeB YMCTBEHHOM OTCTaJlOCTH U €€
yacrtota oneHuBaercs or 1 Ha 7000 xuBbIX HOBOpOxkAEHHBIX 10 1 Ha 5000 XUBBIX
HOOBOPOXJEHHBIX, YTO TMPEBBIIIAET MOPOT YKa3aHHbIA B OMNPEACICHUH PEIKUX
(ophannbix) 3abosieBaHUN NpUHATBHIA Ha Tepputopun PO®. Haubornee uzyueHHbIE
MHKpoAeneunn — CcUHApoMbl AHrenemana u Ilpanepa-Bummm, cunapom Bunbesamca
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TaKX€ MPEBBIIIAIOT 3TOT IOPOr, MPEACTABIAS, TEM CaMbIM, COLUUAIBHO-3HAYUMYIO
npobsemy. C HakKOIJIEHHEM JAaHHBIX O YacTOTE BCTPEYAEMOCTH JPYTUX H3BECTHBIX
CHUHJIPOMOB MHKPOJEJECHHI, YaCTOTa UX BBIJICHUS Takke Bo3pacTaeT. OTHOBPEMEHHO
BO3pPACTAET KOJIMYECTBO U3BECTHHIX ()OPM MUKPOJENEHUA U MUKpoAyTuIHKaiuii. CaMbIM
YaCTbIM MPOSIBICHHEM CUHAPOMOB MHUKPOJACIEUUA W MHUKPONYIUIMKALMK SBISECTCS
YMCTBEHHasi OTCTAJIOCTh, OOBIYHO COMPOBOXKIAEMasl 3aJCP>KKOM TCUXOMOTOPHOIO
pa3sBUTHS Ha 1OM TOAYy JKHW3HHM, MBIIIEYHON THIOTOHUEH, 3JIEMEHTAMHU AaIpaKCHH.
TskecTb 3TUX MPOSIBICHHUI BapbUPYET B 3HAYUTEIBHBIX MpPEAesiax OT TAXKEIbIX Gopm
UIUOTUU JO0 CYOHOpPMalbHBIX PACCTPOMCTB HHTEIUIEKTAa U  CHEHU(PUYECKUX
KOTHUTUBHBIX AucyHkumii. OnuH u3 HauOosee 4acThiX CHHIPOMOB MHUKPOJEICHUM
cuHJIpoM Bunbsimca sIBIsieTCS NPUYMHOW JIETKMX (POPM YMCTBEHHOW OTCTAJIOCTH WJIU
cnenu@uyeckux KOTHUTUBHBIX HapylieHuil. PacteT KoauuecTBO myOJIMKaIWiA,
MOCBAIICHHBIX CIy4asiM C CYOHOPMAaJIbHBIM XapaKTEPOM PaCCTPONCTB KOTHUTHUBHBIM
dbynkuuuii pu cuagpome BunbsiMmca. Pazpobotana cnienpanbHasi mporpaMMa 3aHsITHH,
OpHUEHTHUPOBaHHAsT Ha YYeT OCOOEHHOCTEH HapylIeHWUs KOTHUTUBHBIX (DYHKITUI
npucymux cuHapomy  Bumbsmca.  [Ipenmosmaraercss  BO3MOXKHOCTH — CO3JaHUS
MEePCOHU(PIIMPOBAHHBIX TOIXO00B JUIsl peabmInuTanuu OOJNBHBIX C APYTHMH GopMamMu
CUHJPOMOB MUKpOJEIeuid U MUKpoayrurkanuii. HeoOxoammoi npeanocbuikon 3Toro
SABJISICTCS CO3JaHUE CUCTEMbl JIMArHOCTUKHM MUKPOAENEUMA W MHUKPOAYIUIMKALHM,
MIPOBEJICHUE HCCIIEAOBAaHMM, HANPBJIECHHBIX HA W3YYEHHWE MATONCHUXOJOTHH OTHECIbHBIX
HO30JIOTMYECKUX €IUHUL. XapaKTepHbIMU JUI1 IIMPOKOrO0 Kpyra MHUKPOAEIEUUNA U
MHUKPOAYIUIMKALMNA SABJSIOTCA PacCTPOMCTBA ayTUCTUYECKOro cmnekrpa. Hapsany c
YMCTBEHHOW OTCTAJIOCTBIO W ayTU3MOM pa3judHble (OpPMBI MUKpPOACICIHUNA U
MHUKPOAYIUIMKAMA MOTYT TPOSIBISITECS HW30JIMPOBAHHBIMM W MHOXECTBEHHBIMU
IIOPOKaMU BHYTPEHHUX OPraHOB, FOJOBHOTO MO3ra, aHOMAJIUSIMHU PAa3BUTUS CKEJIETHO-
MBIIIEYHON CHCTEMBl U CIENU(DUUECKUMHU OPTOTNEANYECKUMHU pacTpoiicTBaMu. OgHUM
13 HamOoJiee YacTbIX MPOSIBICHUM CUHAPOMOB MUKPOAENECIUN W MHUKPOAYIUIMKAIUM
ABIIETCS AUCIUIa3Usl COSAMHUTENbHON TKaHU. Pacter xonmmuectBo opM CHHAPOMOB C
HApYIICHUSIMH CITyXa, OOJIE3HAMM Ti1a3, CAMITOMATHYECKOU SIUJICTICUEH.

B HacTosimiee Bpems CylIECTBYET IIUPOKUU CIIEKTP METOAOB NMOATBEPKIAIOLIAMN
JTUArHOCTUKHA CUHAPOMOB MUKPOJEIEUUNA, KOTOPhIE MOKHO Pa3[eiIUuTh HA TAPTETHHIE, TO
€CTh OPUEHTUPOBAHHBIE HA MOMCK M3BECTHOTO MPEIIOIAraéMoro BpauoM CHUHJIpOMA, U
HETapreTHbhIe, IMO3BOJSIOMINE OICHUTh TEHOTUIT TalMeHTa Ha HaJIW4Yue JIOOBIX
MHUKpPOJIENIEIUA U MUPOAYIUIMKAHil. K OCHOBHBIM TapreTHbIM METOAaM JUArHOCTHKH
otHocutcs FISH (diroopectienTHas ruopuau3aius in situ) u ero mogudukammu, MLPA
(MyJIbTUIUIEKCHAsI JIUra3Has UenHas peakuus). OCHOBHBIM HETApreTHbIM METOJIOM
JUATHOCTUKU ~ MHKpojeinenui  seusercs  meton  «arrayCGHy».  CymecTtBytor
OTIpEJICTICHHBIE OCOOCHHOCTH  KIMHUYECKOTO JTama JUAarHOCTUKH  CHHJIIPOMOB

MUKPOJACICIUNA U MUKpOAYITUKAMK. OJTHOW U3 OCHOBHBIX TPYAHOCTEW KIMHUYECKOTO
824



TITOCBAIAETCS 200-JIETUIO CO IHS BOPOIMHCKO BUTBBI

JTama SBJSIETCS MIUPOKUN TONMMMOPPU3M KIMHUYECKUX MPOSBICHUM, MPUCYIIHMA
CHHIPOMAaM MUKPOJEIEIUA W MUKpoAyIUMKamuid. OJHUM W3 BBIXOJOB W3 3TOHU
CUTyallMM MOXET CTaTh IIMPOKOE HCIIOJIb3300BAHUE HETAPTETHBIX METOJIOB, OJHAKO B
HACTOSIIIEE BPEMSI HETAPIE€THBIE METO/IBI OCTAKOTCA JOCTATOYHO JOPOTMMH, HE BCErla U
HE Be3/J€ JNOCTYNHbIMU. B TO ke BpeMsi CyIIECTBYET OOJIbIIOE KOJWYECTBO pPadbOT
MOCBSIIICHHBIX  KJIMHUYECKOMY AHAJIN3yY M3BECTHBIX CUHAPOMOB U  TMOIBITKE
chopMylnUpoBaTh HAJACKHBIC MMOKA3aHWs JJISI WCMIOJb30BaHUS TapreTHBIX METOJOB.
OmHMM U3 TakUX TMOAXOJOB SIBISIETCS  PAHXKUPOBAHHE CUMIITOMOB II0 HX
JWAarHOCTHYECKOW 3HAYMMOCTH C BBIACJICHHWEM TPYII IOCTOSAHHBIX, 4YacTblIX U
aCcCOIMUPOBAHHBIX CUMOTOMOB. Elle 0JJHON 0COOEHHOCTHIO KIMHUYECKON TMAarHOCTUKHU
SBJISIETCS BBICOKOE 3HAYEHUE AHTPOMOJOIMYECKUX OCOOCHHOCTEM H OCOEHHOCTEM
MOBEJIeHUsI OOJIBHOTO, a HE TOJIBKO aHOMaluil W MHUKPOAHOMAaluW pa3BUTHUS Ha
MPEUMYIIECTBEHHOM BHHMAaHHM K KOTOPBIM OCHOBaHAa KIJIACCUYECKAas T€HETHYECKas
CUHIPOMOJIOTHSI. MUKpOAHOMAJIUM MOTYT OBITh HEMHOTOUYMCIECHHBl U YacTO HOCAT
MSATKUM XapakTep, B TO k€ BpeMsi OCOOCHHOCTH TMOBEACHUS M AHTPOMNOJIOrMYECKHE
MOKA3aTeJM MOTYT BBIXOAWTH Ha IEpBBIM IUIaH. KilacCMYeCKMM NPUMEPOM TaKOU
MIEPEOLIEHKH POJIA OTIEIIBbHBIX CUMIITOMOB MOTYT CIIY)KATh CHHAPOMBI AHIEIbMaHa,
Bunesamca, Cmura-Marenuca.

A.A. Bacunuwmuna, E.A Komeneeckasa, M.A. I'neooesa,
M.A. Bynamnukoea, A.b. Cmonanunos
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CornacHO MUPOBOW M POCCHICKOM CTAaTUCTUKE CyMMAapHAasi 4aCTOTA HACJIEACTBEH-
HbIX Oosie3Hei cocrapisieT okoyio 30-40 Ha 1000 HOBOpOKIEHHBIX. bObHBIE C TEHETH-
YECKUMHU HApYIICHUAMHU COCTaBIAOT 10 50% mManueHToB AETCKUX CTalmoHapoB. Ha-
CJIECTBEHHAs] MATOJOTHS COCTaBISET OKOJO 37% B CTPYKTYype MIIAJICHYECKOW U JET-
CKOM cmepTHOCTH U 0K0J0 40% uHBanuaHoctu ¢ aercrBa. bonee 50% ymMCTBEHHOM OT-
CTaJ0CTH OOYCJIOBJIEHO r'eHeTHYeCKUMH npuunHamMu. HacnencTBeHHble 00JIE3HU BKIIIO-
4aloT B ce0s1 XpOMOCOMHBIE, 00YCTIOBIEHHbBIE U3MEHEHHEM YKCIIa WA CTPYKTYPhI XpO-
MOCOM, U MOHOT€HHBIE 00JI€3HH, OOYCIOBIEHHBIE MYTAIIUSIMU B OTJIEIbHOM T'€HE.

XpoMOCOMHBIE 00JIE3HU MPOSIBISIOTCS MOPOKAMU WJIM MHOKECTBEHHBIMU MUKPO-
AHOMAJIMSIMHM Pa3BUTHS, 3aJI€PKKON NICUXOMOTOPHOTO M PEYEBOr0 Pa3BUTHUS, YMCTBEH-
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