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CviHapombl Anxopmkm (OMIM 188400) n Beno-kapamo-daupansHbiii (BKOC) coctasnsitot rpynny «CATCH 22», koTopas xapak-
TEPU3YyeTCa MUKPOAENELMEN Pa3IMYHON ANMHBI B XPOMOCOMHOM paiioHe 22q11.2. YacTtota mukpoaeneLmm AoCTaTo4HO BbICOKA U CO-
ctaenset 1 Ha 4000 XvBbIX HOBOPOXAEHHbIX B MOMYNALMM, 4TO AeNaeT 3T0 3a601eBaHNe OQHNM U3 CaMbIX YACTbIX MUKPOLENELMOHHbIX
CVHAPOMOB. B HacTosILLIEE BpeEMS AJ15 BbISBNIEHUS MUKPOAENEeLMIA Hapsay CO CTaHAAPTHLIM BbICOKOPa3peLlatoLLM XPOMOCOMHbLIM aHa-
NN30M VCMONB3YIOTCH METOABI CPAaBHUTENBHON FreHOMHOI rmbpuamnsaumm, FISH-aHannsa, dparMeHTHOro aHanusa u MyabTUNIEKCHOM
nMra3Hoin peakuyu. MpenmMyLLecTBOM CKPUHMHIOBOrO METOAa MMKPOCATESNIMTHOrO aHanmaa sBnseTcs ObicTpoTa, ahdEKTMBHOCTb 1
9KOHOMMYHOCTb. B paboTe npeacTasneHsl peaynbtathl JHK-anardoctuki 389 naumeHToB, HanpaB/ieHHbIX B lTabopaTopuio ¢ AMarHo-
30M CATCH 22, ¢ ncnonb3oBaHMeM MEAMLMHCKON TEXHONOr W, NpeAcTaBnsioLLel coboi 3ddeKTUBHbI SKCNPECC-METOL, BbISIBJIEHNS
Jeneumnii XpOMOCOMbI 22 NMOCPEACTBOM amrndukaumm nocnenoBaTenbHOCTEN BbICOKONOIMMOPGMHBLIX MUKPOCATENIUTHBLIX JIOKYCOB
[HK. B omarHoCTMyeckyio naHenb BKIIIOYEHbI MUKPOCATENIUTHLIE MapKepbl, PACMOSIOXEHHbIE B KPUTUYECKOM PaioHe XPOMOCOMbI 22.
Nokycel D225264, D2251638, D225941, D225873, D2254, D2251709 pacnonaraiotcs B HAMMEHbLLEM PaiioHe, B KOTOPOM MEPEKPbI-
BalOTCS BCE OnpejesieHHble 10 HACTosLLEero BpeMenu aeneumn. [inardoctrka nposoamtces Ha AHK, nony4eHHon us nnmeooumTos nepu-
depuyeckoin kposwu 6obHBIX, a Takxke Ux poauteneit. NMposeaeHve JHK-amMarHoCTVKM BO3MOXHO A1 NOATBEPXKAEHMS AMarHo3a B Chy-
yae rmbenun nnoga uin paHHe cmepTy pebeHka Ha CEKLIMOHHOM MaTepuane napaduHOBbLIX GJI0KOB.

KnioueBble coBa: Beno-kapamo-pauyanbHblid u AuXopmxuy CUHOPOMbI, Aeneums XpoMocoMbl 229 11.2, MuKpocaTennnTHble Map-
Kepbl, MUKPOCATENINTHBIN aHaNn3

— 25%. KnuHnnyeckast KapTUHA 3a00JIeBaHUST MOKET 3HAUM-
TeJbHO BapbUpPOBaTh daXe B OAHOI ceMbe [1].

IMoutn y 90% nauumentoB ¢ BKOC/AC neneuus B Xpo-
MocoMe 22 obpasyeTcs de novo, u ToabK0 10% Hacaenyior ee
OT cBoux poauTtesieit. Pazmep aeneuuu y 601bIIMHCTBA Ma-
uueHToB (80—90%) sIBJsieTCsl CTaHOAPTHBIM — 3 MJIH I1.H.
Onnako B 10% ciydaeB HaOTIOOAIOTCS JAeNICIIUU MEHBIIIETO
pa3mepa, 1,5 M 1.H. Takoe paznuuue B pa3Mepe Oesieliun
00BSICHSETCST TEM, UTO B KPUTUIECKOM pailoHe MMeeTCs He-
CKOJIbKO KJIACTEPOB HM3KOKOMMIHBIX MOBTOPOB U MEXIY
HUMM MPOUCXOASIT PEKOMOMHALIMOHHBIE COOBITHSI, KOTOPbIE
MPUBOJISIT K 00pa30BaHMIO KaK AeIeINi, TaK 1 TyTUTMKAIUi
[2, 3, 4] (puc. 1).

Beenenue

Cunapombl Iu/Ixopmxku (JIOC) (OMIM 188400) u Be-
no-kapauo-dammnansHeiii (BKOC) (OMIM 192430) co-
crapisitor Tpynmy «CATCH 22», kotopast XxapakTepu3yeTcst
MMKpOJIeIelueil pa3InyHON JUIMHBI B XPOMOCOMHOM paiio-
He 22q11.2. YacTora MUKpOIE/ICLIMU JTOCTATOYHO BbICOKA, U
cocrtaBnsgeT 1 Ha 4000 XXUBBIX HOBOPOXIEHHBIX B ITOIYJISI-
LM, YTO JelaeT 3To 3a00JieBaHNE OMHUM M3 CAMBIX YaCThIX
MMKPOJIEICIIMOHHBIX CUHAPOMOB. OCHOBHBIE KIIMHUYECKUE
MPOSIBJIEHUSI CBSI3aHbI C BPOXIACHHBIMU MOPOKAMM CepIlia,
cpeau KOTOPBIX — JeeKT MEXKeTyT0YKOBOM TMeperopo-
ku, Tetpana dajto, cTeHO3 JlerouHoi aprepuu 1 T.11. Kpo-
M€ CepIeYHO-COCYAUCTON MATOJIOTMU Y MALMEHTOB OTMeE-

YaloTCs 3a7epKKa YMCTBEHHOIO Pa3BUTHUSI Pa3IMYHOM CTe-
MEHU BBIPAXEHHOCTH, paCILUe/]MHA WM aHOMaIUKd Heba u
JINLIEBbIe aHOMAJTMU, TUTTOKATBIIMEMHMS], a TAKXKE OTCYTCTBHE
WM TUTIOTUIA3Msl THUMyca. Y TMalMeHTOB ¢ JAeJeLUsiMu
22q11.2 onpepenieH BHICOKUIT PUCK pa3BUTUSI LIM30(DpEeHUN

* ABTOPBI IEKJIapUPYIOT OTCYTCTBUE KOH(MIUKTA UHTEPECOB.

Ha ceromHsIHuit 1eHb CyLIECTBYET LICJIbBIA PSIIT MOJIEKY-
JISPHBIX METOIOB, MTO3BOJISIOIINX BBISIBISITh HAPYIIEHUS Ka-
puotuna. Hapsioy co craHmapTHBIM MeTadasHbIM aHATU30M
KCIIOJIb3YIOTCSI METOMBI, OCHOBAaHHbIE HA IPUMCHEHUM
CPaBHUTEJBHOM T€HOMHOM TMOpHIM3aLMK, WHTeP(Ha3HOTO
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Puc. 1. PacnonoxeHune knactepoB HU3KOKOMUIAHBIX MOBTOPOB B KPUTK-
4yeckom paiore 22q11.2 n pa3mepbl Aeneuunii, KOTopble BO3HVKAIOT

B pe3y/bTaTe HeannenbHON roMonornyHo pekombuHaumm. Cepele 610-
kn A, B, C, D — knactepbl HU3KOKOMMUIAHbLIX MOBTOPOB [5].

FISH-ananu3a, ¢pparMeHTHOro aHaju3a U MyJbTUILUIEKCHOM
JIMTa3HOU peakuuu [6, 7].

HecoMHEHHBIM TPEMMYIIECTBOM METOAa MUKpOCATe-
JIMTHOTO aHaylu3a SBJISIeTCs ObICTPOTa, SKOHOMUYHOCTb,
MPOCTOTA BBIMOJIHEHUSI, OHO3HAYHOCTh MHTEPIIPETALIMU U
OTCYTCTBHE XECTKMX TPEOOBaHUI K UCCIEIyeMOMY MaTepu-
ajly, YTO TIO3BOJISIET pacCMaTpUMBaTh METOJ KaK ONTHUMAaslb-
HBII CIIOCO0 AKCHPECcC-AMarHOCTUKY MUKPOIEIEIIA.

Marepualibl 1 METOIBI

PaspaboTtaHHasi MeauIMHCKAsl TEXHOJOTUSI MOXKET ObITb
npuMeHeHa s ucciaenopanus JIHK, BeimeneHHoit u3 me-
pucdepuyeckoit KpoBu. MaTepuaioMm U HMCCIeTIOBAHUS
MoxeT Takxke cayxutb [JJHK, BbimeneHHast U3 CeKIIMOHHBIX
00pas3loB, MOJTYYEHHBIX Moc/e Tuoean 60JbHOro (TMCTOMIO-
ruyeckue cpesnl). B kauecTBe pedepeHCHOro maTepuaia
JUTST TIOATBEPXKICHUS VTN UCKITIOUEHUST IeNIeIINY UCTIOb3Y-
ercst mepudepryeckasi KpoBb 000UX POAUTENIEH.

TexHonorus 6buU1a anmpobrpoBaHa Ha BEIOOPKE U3 00pa3-
uoB JIHK, monyueHHbIX U3 nepudepudeckoit Kposu 389 ma-
LIMEHTOB, a TaKXe MX poauTesieid, u Ha 15 obOpasiax cexiu-

OHHOTO MaTtepuaja, MOJYYEeHHOTro OT JAeTeil, yMeplIuX OT
MOPOKOB cep/lia U UMMYHOAEhULIUTA.

Buidesenue JIHK uz mianeti u aumghoyumoeé nepugepuye-
CKOll Kpogu TIPOBOAMIN CTAaHAAPTHBIM METOAOM (DEHOJI-XJI0-
PpoOPMHOI 3KCTpaKLMK, MOCTe MPEeABAPUTEbHON WHKY-
Garmu obpasuos rnpu 56°C B 6ydepe ¢ nmporenHasoit K.

[loaumepasnas yennas peaxyus (I11[P)

TILP nmomumopdHBIX MapKepoB pailoHa XPOMOCOMBI
22ql1.2 mpoBoawJIM C WCIOJb30BAaHMEM TEpPMOIMKIIepa
«Tepumk» (JAHK-texnomnorus, Poccust). CocraB peakiimoH-
Hoit cmecu ITHIP: 1 mkn o6pasua JHK, 1,5 MM MgCl,,
200 mxM xaxnoro dNTP, o 0,05 MmxM mnpsimoro (F) u 006-
patHoro (R) npaitmepoB (Tabauua), 1 en. TepMOCTaOUIbLHOMN
Tag-monumepasbl, 5 MKI 5-kpatHoro Oydepa mist TP
(«MHTepnabeepBuc», MockBa), IeMOHU3UPOBAHHON BOIbI
1o 25 mki1. Ha cmech HacmauBanmy 40—60 MK MUHEpPaTbHO-
ro macia, riporpesanu mipu 95°C B reueHue 10 MUH ¥ TPOBO-
Ivau 35 1IMKIOB C mMapaMeTpamu: neHatypauust: 94°C —
1 muH; otxur: 60°C — 1 mun; snodrauus: 72°C — 30 ¢. du-
HaJIbHYI0 MHKyOamuio mpoBomwid Iipu 72°C B TeyeHUe
10 MuH.

Iponykrer TTHP pasnmensiu B 8%-HOM MOJIMaKpuiia-
MUIHOM rejie METOIOM BEpTUKAJIbHOrO 3jieKTpodopesa u
BU3YaJIM3UPOBAIM OKpalllMBaHWEM HUTPATOM cepedpa.

Pe3yabTaTel U 00CyXKIenue
HCINOJIb30BAHMSA MEeJUIMHCKON TeXHOJOTHH

Onmumanvhvle Kpumepuu uHmMepnpemayuy pe3yismanmoe

CyTb MeToda 3akjloyaeTcsl B aHalu3e pa3MepoB
I P-niponykToB, nmoayueHHsbIx ¢ JIHK nmpobannma u ero po-
nureneit. Jlnuna T1LP-npoaykra 3aBUCHT OT MOJMMOp-
(huzma MUKpOCATETUTHBIX MTOBTOPOB. OCHOBHBIMU TpebO-
BaHUSIMM K MMKPOCATEJUIUTHBIM TMOBTOpPaM SIBISIOTCS UX
MOJUMOP(PHOCTh U BBICOKAsT IeTepO3UroTHOCTh (>80%).
Uccnenys mosropel metonom ITLP, ompenensiior retepo-

Tabmmua

HykneoTupgHblie nocnenoBaTenibHOCTU NpaniMepoB
DN OUarHocTuknM mukpopeneuun 22q11.2 mukpocaTesIMTHbIM aHaJIM3oM

Jlokyc Pasmep npoaykta MUP, n.H. Mpanmepsbl
D225264 190—-210 F: att aac tca taa agg agc cc
R: cac ccc acc aga ggt att cc
D2251638 100—120 F: gac aac agc aaa ttg cac att
R: tca cgc cac tac cct cca g
D2254 210—220 F: gag tag gca ggg gcc ata ag
R: tgc ttt agc caa gga gtt cg
D225873 110—130 F: agt ctg tgt gac aga gtg aca gc
R: gct cct ctg agce acg ttt ct
D225941 224—258 F: cag gtt aca aag tac att aac tt
R: caa gaa atg gtt gga gct ggt
D2251709 110—130 F: ctc ttc caa gtt cag tgc tct
R: cac ttc agc aag aac agc aga
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3UTOTHOE WJIM TOMO3UTOTHOE COCTOSIHME MapKepa y maiu-
eHTa. Ecnu mapkep o61agaeT BBICOKMM MOJTUMOPOUZMOM,
TO aJIJIeNId POAUTENel OYIyT OTJAMYATBCS APYT OT ApYyra Ko-
JIMYECTBOM MOBTOPEHHBIX €IMHMUII, U PEOCHOK HacieayeT
OT OTLA W MaTepu ajuleiu pa3HOW MOJEKYJISIPHON Macchl,
YTO JIETKO OLEHUTH B TMOJUAKPUIAMUIHOM Tejie METOIOM
anexTpodopesa. Takoe cocTossHHME MOBTOpa HA3bIBAETCS
reTepO3UTOTHBIM, YTO CBUAETEIbCTBYET O COXpaHEHUU
oboux ateneit u 06 oTcyTcTBUU Aeneunu. B Tom ciyuae,
eCcIM aJllesid poJUTeSell He OTJIMYaloTCs Mo JUIMHE, pede-
HOK yHacJjemyer aBa ¢hparMeHTa OJIMHAKOBOW MOJEKYJSIp-
HOI Macchl, YTO CBUIETEILCTBYET O TOMO3UTOTHOM HEWH-
dopMaTUBHOM COCTOSSHUM MapKepa. [TomoOHoe cocTosiHUe
Mapkepa 3aTpyIHSIET MOJIEKYJISIPHYIO IWarHoCTuky. Ijist
MOBbBIILIEHUsT UH(GOPMATUBHOCTU JTMATHOCTUKU MCIIOJIb3Y-
0T HECKOJIBKO TIOJTUMOPMHBIX TTOBTOPOB, PACTIONOXEHHBIX
B Mpeesiax MUHUMaJIbHOM 001acTh MepeKpbIBaHUS Aese-
LM, OXapaKTepU30BaHHOM 11 KOHKPETHOTO MUKpPOAee-
LIMOHHOTO CHHApPOMA.

Ecnu y maupeHTa uMeeTcs AeJielnsl UCCAeayeMOoTo JIo-
Kyca, TO MIpU CPaBHUTEJIbLHOM aHaIu3e ajjeeil B ceMbe
y Hero He Oynet HaOmwomarbes dparment JHK, paBHbIi
1Mo JUIMHE ()parMeHTy OJHOTO U3 poAuTesieill. AHaIu3 1mo-
3BOJISIET BBHISIBUTD HAJTWYME NN W ONPEeAeTUTb POIM-
TeJIbCKOE MpPOMCXOoXaAeHue natonoruu (puc. 2, 3). B cuy-
yae HeJOCTYMHOCTH POIUTENIEH Al UCCAeIOBaHUs UX ajl-
JieJieil B Ka4yecTBe MapKepoB CPaBHEHMUS, OPUEHTUPYIOTCS
Ha COCTOSIHME TeTEPO3UTOTHOCTHU MOJUMOP(OHBIX MapKe-
poB y npobanga. Eciu B rpymnme MapkepoB OTCYTCTBYIOT
reTepo3UTroTHbIE ajjieJid, MOXHO KOCBEHHO MPEarnoo-
KUTh HaJUUME JEJICIMU, €ClIM XKe KaKue-TO MapKephl U3
TPYIIbl UMEIOT TeTePO3UTOTHOE COCTOSIHUE, TO JEJIELUNIO
HMCKITIOYAIOT.

Pe3y/tbmambt UCNONb306AHUA Meﬂuuuﬂcxoﬁ mexHoaocuu

IpencraBneHHass TeXHOJOTUsSI ObLIa MCIOJb30BaHA aB-
TOpaMU JIJIsI TIOATBEPXKICHUS MJIM UCKITFOUEHUST MUKpPOJIEIIe-
1 xpomocombl 22q11.2. DddekTHBHOCTh MEAUIIMHCKOMN
TEXHOJOTUM TIOATBEPXKAAETCSl  BBISIBIEHWEM TATOJOTUU
B Pa3IMYHBIX TPYMMax MalueHTOB ¢ MPU3HAKAMM UMMYHO-
nedurTa BCICACTBUE aIula3uyd WM TUIOIUIa3uK TUMYcCa,
MOPOKaMM CepACYHO-COCYIUCTON CUCTEMbI U HeaubhepeH-
LIMPOBAHHOMW YMCTBEHHOM OTCTAJIOCTBIO.

OnpeneneHue Mukponeneuuu 22ql1.2  npoBeaeHO
y 389 mauueHTOB, UMEIOIINX COUYETAHNE HEKOTOPBIX KIMHU-
yeckux npusHakoB BKOC/JIC, a Takke Ha 15 obpasmax
CEKIITMOHHOTO MaTepuaia, MojJy4YeHHOTO OT AeTeil, yMepIInX
OT MOPOKOB cepiala U ummyHoneduuura. Cpeau obdcieno-
BaHHBIX O0OJMBHBIX V 58 (15%) ompeneieHa MHTEPCTUIINAb-
Hasl Ieselnsi XpoOMOCOMbBI 22, YTO TIOATBEPXKAAeT HaJIUuue
BK®C/IAC. Ipu nccaenoBaHUM CEKIIMOHHOTO MaTepuaa
OOJIbHBIX JAMArHO3 YAAJIOCh MOATBEPAUTH B IBYX CIydasx,
y OCTaJIbHBIX 13 OOJBHBIX AeIelMs He ONpe/ieieHa, YTo yKa-
3bIBACT Ha JIPYTYIO MIPUUYMHY CMEPTH.

Oo0cyxaeHue pe3ybTaToB

BHyTpUXpoMOCOMHAsE pPEeKOMOWHALIUSI KPUTUYECKOTO
paiioHa 22ql1.2 TIpOMCXOOUT CIIOpAagWUYecKd W TIPUBOIUT
K 00pa3oBaHMIO HE TOJBKO AeNelnil, HO U AyTiMKauii [9].
OnHako HaauuMe AYIUIMKALIMI He MPUBOIUT K Pa3BUTHUIO
kimmHnYeckux nposisiennit BKOC/OJC. Tpennonaraercs,
YTO B TIOMYJISILIMM CYIIECTBYET MHOTO WHIUBUIYYMOB — HO-
cureneit nymkamuu 22ql1.2, HO OHM OCTalOTCSI HE BBISIB-
JIEHHBIMU, TIOCKOJIbKY MYTUIMKAIUST «KPUTUYECKOTO Daiio-
Ha» He TPUBOIUT K Pa3BUTUIO KIMHUYECKOM KapTUHBI, Xa-
pakTepHOI s cuHapoma [1].

TkaHn ¥ opraHbl, TOBpeXIaeMble Y TMalMEeHTOB
¢ BKOC/IOJC, pazBuBaloTcsl B 9MOpUOTeHE3e U3 CTPYKTYP
[JIOTOYHOM YT, KOTOpast IPUCYTCTBYET Y BCEX MTO3BOHOY-
HbIX. KJTeTKr HepBHOTO TpeOHS MUTPUPYIOT U3 pailoHa He-
BpaJIbHOM TPYOKM M MPUHUMAIOT yyacTue B (popMUpoBa-
HUU KaK caMOl TJIOTOYHOM JYTH, TaK W €€ MPOU3BOIHBIX.
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Puc. 2. Mukponeneunn 22g11.2 npn BKOC/OAC, BbiSiBNEHHbIE aHanw-
30M MUKpOcaTeNIMTHOro nosTopa D225264. Ha pucyHke BUAHO OTCYT-
cTBME y Npo6aHA0B GParMeHTOB, YTPAYEHHbIX B pe3ynbTaTe Aeneuum,
COOTBETCTBYIOLLMX MAaTEPUHCKUM annensam B cembsix A n B.
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D225387  cemwall D22S1638 cemva H.

Puc. 3. Mpviveps! BbisBNeHns Mykpoaeneumin npy BKOC/O4C:
0 — oTew; M — MmaTtb; p — pebeHok. Cembu Bp., AH., I.: npumep peneuyn
OTLIOBCKOrO anfensi, cembsi H.: mpumep Aeneuum MaTepyHCKoro annens.
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DMOPUOH TTO3BOHOYHBIX UMEET TISITh Map TJIOTOYHBIX OYT.
W3 nepBbIX ABYX Map MPOUCXOISAT KOCTU, MBILILLI U HEPBbI
JIMIIa, yXa, YeTI0CTH M BepxHero otaena ieu. I[locnenHue
TPU TMapbl OTBEYAIOT 32 MPOUCXOXACHUE KOCTEH M MBIIIII
1Ieu, SHAOKPUHHBIX XeJie3 (TUMyca U IUTOBUIHOMN XKeJie-
3bl), @ TAKXKE BBIHOCSIIIIMX MarucTpajibHbIX COCYIOB CEpLIa:
aopThI U JJeroyHoii apTepuu. [Ipenmonaraercs, 4To 3a pas-
putHe XapaktepHoit kimuHuku BK®C/IJC oTrBevaeT ne-
(eKT KJIETOK HEPBHOTO rpeOHsI. MUHMMAaIbHBIN paiioH ae-
JIEUMU Y MbILIEH BKJIIOUAT HECKOJIbKO FeHOB, CPEIN KOTO-
pBIX HauOOIblIEe 3HAaUYEHUEe UMeII TeH fbx 1. DTOT reH mpu-
HaJUIEKUT K CeMEeNCTBY TeHOB T-boxX, KOTMPYIOIINUX TPaHC-
KPUILIMOHHBIE (DAKTOPHI, U B TIpoliecce SMOPUOHAEHOTO
pPa3BUTUSI UMEET BbICOKUI YPOBEHDb IKCIIPECCUM B TJIOTOY-
Hoit myre [10]. OnHoit U3 (pyHKILIMI 3TOr0 reHa SIBISETCS
PeTYJISIIMS MUTPALMK KJIETOK HEpBHOTO TpeOHs mIst hop-
MHPOBAHUS CTPYKTYPHI TIIOTOYHON IYrM. DKCIEPUMEHTHI
Ha MBIIIMHBIX MOJEJSIX MOATBEPAWIM 3HAUEHUE Hapylle-
Huii thx 1 nng pazputus kanHuku BKOC/JIC. I'eH umeer
9 5K30HOB, TOABEPTaeTCs AJIbTEPHATUBHOMY CITJIACUHTY
¢ obpazoBaHueM Tpex cruiaiicobopm (TBXIA, TBXIB u
TBX1C). Bce tpu dopmbl ¢ 1 110 8 3K30H BBICOKO KOHCEP-
BaTHMBHBI, U Pa3IMYalOTCS TOJIbKO TEPMUHAIBHBIMM DK30-
Hamu. 3HAYeHUe BTOTO TeHa ISl Pa3BUTHUS KIMHUYECKOM
KapTUHBI 3a00JIeBaHUS TOATBEPXKICHO HAJTUYMEM TOYKO-
BBIX MYTAlIMi Y MAIIMEHTOB C KIMHUYECKUMU MPOSIBACHUSI-
mu BKOC/IAC, npu OTCYTCTBUM XPOMOCOMHOI MaTOJIO0-
ruu. [Ipu 3TOM KIMHWYECKHe TIPOSIBIEHHUS 3a00JIeBaHUS
y TaKuX OOJbHBIX UMEIOT HETSIKENYI0, YaCTUUHYIO (hopMy,
MPpY KOTOPOI 00513aTebHO COXPAHSIOTCS Ae(eKThl pa3Bu-
THs cepaua u cocynos [11].

B kauecTBe CKpMHMHTOBOTO MeTOMa JUISI TUATHOCTUKU
MUKPOJEIELMiA, MPUBOMSIIINX K Pa3BUTHIO CUHAPOMOB
BK®C/IAC, npemiaraercst aHaIU3 MOJUMOPQGHBIX MUKPO-
CATeJJIMTHBIX JIOKYCOB KPUTUYECKOro paitoHa: D225264,
D225941, D225873, D2254, D2251638, Bce oHM pacrioiara-
JOTCSI B HAMMEHbILIEM paiioHe MepeKphIBaHUS BCEeX AeJIeInit
[8]. CootBeTcTByIONIME BBHICOKOMOIMMOPGhHbBIE MHMKpOCa-
TEJJIUTHBIE TTOBTOPHI MMEIOT BBICOKYIO T€T€PO3UTOTHOCTD
(6onee 80%). WUccnenyembie JTOKYChI PACIIONIOXKEHbI B HETIO-
CpENCTBEHHOM O1M30CTH K reHy-kaHauaary 7BX1; ux aHa-
JIM3 B CEMbSIX MALIMEHTOB MO3BOJISIET ONPENEIUTh HE TOJBKO
HaJMuue Aesiellud, HO U ee pa3Mmepnl. PacueTHast nuHgpopma-
TUBHOCTh BBIODAHHOW HaMM TAHEIW MMKPOCATEJUTUTHBIX
MapkepoB cocTaBisieT 99%.

IMpennaraemMass CKpUHUHIOBasE METOAMKA WMEET DS
MPEUMYIIIECTB MO CPAaBHEHMIO C aJIbTePHATUBHBIMU TE€XHO-
sorusiMu. CTaHAapTHBIN BBHICOKOpAa3pelIaloNINii IIUTOTeHe-
TUYECKUI aHAJIN3, ABJISSICh BBICOKOMH(MOPMATUBHBIM METO-
JIOM BBISIBJIEHUS] OOJILIMHCTBA CTPYKTYPHBIX aHOMAJIHIA,
HMMeEeT TMPU 3TOM CYIIIECTBEHHOE OrpaHMYeHHe — He MeHee
3—35 MJIH I1.H., BUOUMBIX B CBETOBOI MUKPOCKOII. JlnarHoc-
TUYECKasl LIEHHOCTh XPOMOCOMHOTO aHaJIn3a HaIpsiMylo 3a-
BUCUT OT KBJIM(PUKALIMM LIMTOTEHETUKA U KadyecTBa MOJy-
YEeHHBIX MPenapaToB.

Mertoabl, OCHOBaHHbIE Ha TIPUMEHEHMU COBPEMEHHBIX
MOJIEKYJISIPHBIX TE€XHOJIOTMH, MO3BOJISIIOT MCKIIOYUTh yKa-
3aHHBbIe HeAOCTaTKU. Ha cerogHsHuii AeHb B KIMHUYE-
CKOIf TIpaKTUKe Yallle BCETO WCITONB3YIOTCS METOMUKH,
OCHOBaHHEIe Ha mcrnonb3oBanum FISH-anammsa, meradas-
HOI CpaBHUTEIbHON FeHOMHOM rMOpUan3alum U dhparMeH-
THOro aHanusa. OCHOBHBIMU TPEUMYILECTBAMU MMKpPOCa-
TEJJTATHOTO aHainu3a SIBJISIIOTCS CYIeCTBEHHAsl IelleBU3Ha,
CKOPOCTb U TIPOCTOTA BBITTOJHEHUSI TUATHOCTUYECKUX TPO-
LIeyp MO CPaBHEHUIO C ATLTEPHATUBHBIMU METOIAMMU.

IIpencraBnennas memuuuHckas JIHK-texHomorust Ha-
MpaBJieHa Ha TTIOMCK W XapaKTEePUCTHUKY JENEITNi XPOMOCOMBI
22q11.2 y maumenToB ¢ deHotunom BKOC/JC n HecuHa-
poMaibHBIMM (pOpMaMU MOPOKOB Pa3BUTHsI Cepilla, KpyI-
HBIX KPOBEHOCHBIX COCYIOB M aHOMaJuii pa3BUTHs HEOa.
BHenpeHue cucteMbl MOJIEKYJISIPHOTO TECTUPOBAHMS Heiie-
LM B KIIMHUYECKYIO TIPAKTUKY MO3BOJISIET TMOATBEPAUTh WIN
WUCKJTIOUNTh TMAarHO3 CEephe3HON TeHETUUYEeCKOl MaToJIOoTuu,
YTO CIMOCOOCTBYET aJIeKBATHOMY CUMMTOMATHUYECKOMY Jieue-
HUIO, TIO3BOJIAET 3(DMEKTUBHO MPOBOIUTH MEIMKO-TCHETUYE-
CKOe KOHCYNIbTHpoBaHue B ceMbsix ¢ BKDC/IIC.
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Results of the use of the new medical technology to determine microdeletions 22q11.2
by microsatellite analysis on patients with velo-cardio-facial syndrome /
DiGeorge syndrome
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DiGeorge syndrome (OMIM 188400) and velo-cardio-facial syndrome (VCFS) (OMIM 192430) constitute a group of «<CATCH 22»,
which is characterized by microdeletions of different lengths in the chromosome 22q11.2 region. Microdeletion rate is quite high, and
is 1in 4000 live births in the population, making this disease one of the most common microdeletion syndromes. At the present time to
identify microdeletions along with standard high-resolution chromosome analysis methods, comparative genomic hybridization, FISH
analysis, fragment analysis and multiplex ligation reaction are used. The advantages of microsatellite analysis are speed, efficiency
and cheapness. We present the results of DNA diagnostics on 389 patients, referred to the laboratory with a diagnosis of CATCH 22,
using the medical technology which is an effective method of rapid detection of deletions of chromosome 22 sequences by amplifica-
tion of highly polymorphic microsatellite DNA loci. The diagnostic panel includes STR-markers mapped in a critical region of chromo-
some 22. Markers D225264, D2251638, D225941, D225873, D2254, D22S1709 are located in the smallest region of overlap of all
deletions identified to date. Diagnosis is carried out on DNA obtained from peripheral blood lymphocytes of patients and their parents.
DNA diagnostics is possible to confirm the diagnosis in the case of fetal death or premature death of the child on the formalin-fixed
paraffin embedded autopsy material.

Key words: velo-cardio-facial syndrome / DiGeorge syndrome, microdeletions 22q11.2, STR-markers, microsatellite analysis
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