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.
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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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HOM OTCTaJOCTBIO U JPYTUMU HapylieHUusiMu. OCHOBHBIM METOJIOM XPOMOCOMHOTO aHa-
Ju3a ABJSIETCS CTaHAApPTHOE KapuoTunupoBaHue. OJHAKO YpOBEHb pa3pelieHus: JaHHO-
ro METO/Ia HE TMO3BOJISAET BBISBIATH ACJCIUU U IYIUIMKAIIMU YYaCTKOB XpPOMOCOM IpO-
TSXKEHHOCTBIO MEHEE 5 MIIH. Map HYKJICOTUAOB, KOTOPhIE 00YCIaBIMBAIOT LENYIO IPy-
Iy MUKPOJEICIUOHHBIX U MUKPOAYIUIMKAIIMOHHBIX CUHPOMOB.

B nacrosmiee Bpems u3BecTHO okoyio 10 ThICSY MOHOTEHHBIX Ooje3Hel. Kinunu-
YEeCKHE MPOSBICHUS TaKUX 3a00JieBaHUN pa3HOOOpa3Hbl (HapylleHus OOMeHa BEIIECTB,
HEPBHO-MBbIIIECYHAs, OPTONEINYECKasl MATOJOTHS, MTOPAXKEHUSI OPTaHOB 3PEHUS U ClyXa
U T.J.) ¥ 3aBUCAT OT (PYHKIIMU MOBPEKIECHHOIO reHa. Yaiile Bcero MOHOT€HHbIE 00JI€3HU
00yCJIOBJIEHBl TOUYEUHBIMU MYyTAllMsIMHU B KOJAUpYIOIIeH yactu reda. st nerekiuu ta-
Kux mytamuid npuMensitor metoasl [ILIP, ITJ[P®-ananu3a, cexkBeHupoBanus. OaHAKO
IIPU MHOTUX MOHOTE€HHBIX OOJIE3HSX OMUCAHBI JEICIUU U TYIUTMKAIIUU 1EJIbIX 3K30HOB,
KOTOpbI€ JAJIEKO HE BCErJa MOXHO OOHApYKHUTh JAHHBIMU METOJAMHU. A TpPHU TaKUX
HanOoJiee YacTO BCTPEYAIOIIMXCS MOHOTEHHBIX 3a00JI€BaHUSX, KaK MHUOIUCTPOPUS
Jromenna-bekkepa u criuHalibHAsE MbIIIEYHAs! aTpOusl, MPOTIKEHHBIE JEICIUN UTPAIOT
BEJIYIIYIO POJIb.

MynbTuniekcHas nurasHas uensas peakuus (MLPA) — sto monexynsipHo-
F€HETUYECKHUI METO]I ONpEEICHUs OTHOCUTEIBHOTO KOJIMUECTBA KOMUI ONpeAeIeHHbIX
yuacTtkoB /ITHK. JlaHHasg TEXHOJIOTHS MO3BOJISIET IETEKTUPOBATH ACTCIIUU U AYIUIUKAIIUH
AK30HOB, LIEJIBIX T€HOB WJIU MPOTSHKEHHBIX YYaCTKOB XPOMOCOM, a TaK»Ke, ONpPEIesiTh
YHUCJIO XPOMOCOM (QHEYIUIOWINH). 3a OJHY PEAKIMI0 BO3MOXKHO OINPEICIUTh KOJTUYECT-
BO konuid A0 50 paznuunbix yuyacTkoB JIHK (3K30HOB B OJHOM reHE WJIM I'€HOB B OIpe-
JIEICHHOM XpOMOCOMHOM JIOKYCE).

[enbto paboOTHI SBISIOCH BhIABIEHHE MeToioM MLPA nenenuit wim qyriukanui
y HalMEHTOB C MOJI03PEHUEM Ha Pa3JINYHbIE HACIECTBECHHbIE OOJIE3HH.

B pabote mcnonp3oBaii HAOOpHl 30HA0B W peakTuBbl kommanuu MRC-Holland
(Amcrepaam, Hunepnanabl). AHanu3 OTpOBOAMIM C MOMOIIBIO aBTOMAaTUYECKON cUCTe-
MbI KanuiuisspHoro annekTpodopesa CEQ8800 (Beckman Coulter, CIIA).

Bblnu BBISIBIICHBI CIEAYIOUIME MUKPOCTPYKTYPHBIE XPOMOCOMHBIE TIEPECTPOUKH:
nenenus B Jokyce 1p36 (cunapom monocomuu 1p36), nenenus 4p16.3 (cunapom Boiib-
¢da-XupmxopHna), aeneuus 7011.2 (cunapom BumnbsimMca) y IByX MamMeHTOB, eI
17p13.3 (cunapom Mmunepa-ukepa), aeneuust 17pll.2 (cungpom Cmurt-Marenuc),
neneuus 22ql1.2 (cungpom [du/lxopmxu), aymnukauus B jokyce 22qll1.2. ¥V aByx
MY>KYHMH BBISIBJICHA qucoMus 1o X xpoMmocoMe (cuaapoM Knatindensrepa). [Ipu o6cie-
JIOBaHUM 3 MaIMEeHTOB ¢ MuoaucTpodueit J(ronmeHHa B AByX cilydasX BBISBICHBI JIeJie-
LMW OTAEIbHBIX 3K30HOB reHa DMD, B 0oqHOM — MyJIbTUAK30HHAS TYIUIMKALUA. Y Malu-
€HTa CO CIMHaJbHOW aMuoTpoduei BbIABiIeHA aenenus reHa SMN1 B romo3urornom
coctostHuu. [Ipu mpoBeeHNN CKPUHUHTA HA rajakTO3EMUIO BBISIBIIEH OAWH CIIy4ail re-

TEPO3UTOTHOTO HOCUTEILCTBA MYJbTHIK30HHOM nenennu reHa GALT.
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Takum oOpa3om, METOJI MYJIbTUIUIEKCHOW JIMTA3HOW LIEMHOM peakiy MO3BOJSET

3 PEeKTUBHO BBISBIATH U MOATBEPKIATH LIENbIA CIEKTP XPOMOCOMHBIX U MOHOT€HHBIX
00Je3HEN.
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BBenenne: CerojHsi MynoBUHHAS KPOBb SIBISIETCS CTAHAAPTHBIM HCTOUYHHKOM
CTBOJIOBBIX KJETOK [IJIi TpPAaHCIUIAHTAllMU HApsiAy C KOCTHBIM MO3IOM U
nepudepruueckoit kpoBbio. Hapsiny ¢ 60IbIINM KOJUYECTBOM MOJIOKUTEIBHBIX CBOMCTB,
MyNOBUHHASI KPOBb 00JIaIa€T OJHUM CYIIECTBEHHBIM HEIOCTATKOM - HEOOJBIIUM IO
CPaBHEHUIO C JIPYTMMH UCTOYHUKAMHU KOJIMYECTBOM KJIETOK UYTO MOXKET IMOBIHUSITH Ha
MCXO]l TPAHCIUIAHTAIIU Y.

MeponpusTusi Mo yIydlIeHUI0 UCXO0/I0B TPAHCIUIAHTAIIMU ITYTTIOBUHHOW KPOBU MPOXOJAT
KaK Ha dTale TPaHCIUIAHTAI[MOHHBIX LIEHTPOB, TaAK W Ha 3Tane o0pabOTKU MyNOBUHHOM
KpOBHU U €€ MOMEIICHUS Ha JITTUTEIbHOE KPUOXPaHEHUE B OAHK MyMOBUHHON KPOBH.

Heab ucciaegoBanus - pa3paboTka OpPraHU3aLMOHHO-METOJUYECKUX IMOAXO0I0B
[0 ONTUMU3AIUHU JIESITEIbHOCTH O0IIECTBEHHOTO OaHKA-PErUCTpa JOHOPOB MYMOBUHHOM
KpPOBH.

Marepuaasl u wmetoapl: OcCHOBY pabOThI COCTaBWJI PETPOCTIEKTUBHBINA
KOJIMYECTBEHHBI W  KadyecTBEHHbIM aHanu3 oOpasuoB [IK, coOpanHbIXx B
ponoscnomorawmux yupexaeHuax Cankr-Ilerepoypra (n = 2809). B cooTBeTrcTBUU C
METOJIOM BBIJIENICHUSI (PpaKUUM SAIPOCOACPKAIIUX KIETOK Bce 00pas3ipl ObUIH
pasnenensl Ha 2 rpynmbl: | rpymma (n=1797) - Beaenenue Gpakiuu sSApOCcCoaepKAITIX
KJIETOK TPOU3BOJUJIOCH C MCIOJIb30BAaHMEM MOAU(PUIMPOBAHHOIO METOAA JBOMHOIO
nenTpudyrupoanus u |l rpymma (n=1012) - BeigeneHne Gpakiuu sSIpOCOACPIKAMNAX
KJIETOK TPOBOAMIIOCH C HCIIOJIb30BAaHUEM aBTOMaTHUeCcKoi cucteMbl «Sepax S100»
(«Biosafey, lIsetinapus).

B kauectBe kputepueB 3(PGHEKTUBHOCTH KIMHUYECKOTO MPUMEHEHHsS 00pa3IoB
NMYIMIOBUHHOW KPOBM HaMH HCIOJIb30BaMNCh pekoMeHmanuu Eurocord wu CIBMTR:
MHUHUMAJIbHAS J103a SIPOCOAEPKAIIUX KJICTOK 10 3aMOpaKUBaHUs- 2,5 X 107/xr Macchl
Tejla MAIMEHTa, MOCJE pa3MOpaKhuBaHus, MUHUMyM 2,0-2.5 x107/kr, MUHUMANBHOE
konmyectBo CD34+ knerok- 1,2-1,7 x 10°/Kr Macchl TeNa MaueHTa.

Kpome Toro, B xauectBe mokazarens 3(pGeKTUBHOCTH OaHKa MYNMOBUHHOW KPOBU
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