HCMONB3YIOTCH PA3JMHUHBIE MCTOAbLI: TeHeTHUYECKHH, GM3HEIORLIH W TONYJJSIHOHHLIT. ABTOPH
aHAMHAUPYIOT NOCTOMHCTBA M OTpaHHuUCHMA KaK/1oro u3 nux. CoycTapnoe MPHMEHCHHC STHX
Tpex OCHOBHBIX METOIOB IO3BOJSICT Bpauyy B OOJbLUIMHHCTBE cJydaeB AOCTOBEPHO OINHCATH
HACHEACTBEHHYIO OOGYCJIOBJIEHHOCTb, THN HacJe/JOBaHMs M pachpocTpaHelive FCHCTHHCCKHX
3afoJeBaHHE YeJloBeKa.

XpomocoMuble GOJIe3HH B HACTOSINLEC BPEMsl JOBOJIDLIO PACIPOCTPAHCHLI (25% KocuHO-
T0 d}onna BCETO Mupa). K npum ortuocsTes OoJe3H, BLIZLIBACMBLIC KaK HHCJIOBLIM, TaK H
CTPYKTYPHHIM H3MEHEeHHEM XPOMOCOM HJH HX cOYeTAHHEM, YTO BbIABJASCTCH B MpoLecce Ka-
PHOJIOTHYECKOTO HCCJAEAOBAHHS GOJBLHOTO B ClelUHaJdbHbIX JafopaTopHAX IpH aHaluse saep
KIETOK. |

B KHHTe NPHBOASTCSI CBEJACHHS O XpoMocoMax, HX THMAaxX H AaeTcs MOHATHEC O KapHo-
THOE H KapHOJOTHYECKOM MeTole — HauGosiee TOUNOM M JA0CTOBEPHOM  IIHTOJOrHUCCKOM
ofciefoBaHHH GOJIBHBIX H 4YJICHIOB HX CCMCIL. Bpau obsizan HanpaBHTh Ha IHTOrCHETHYECKOC
HeelefloBaHHe GOJMBHOTO H ero pPOACTBCHHHMKOB, CCJAH HMEIOTCS MIIOYKECTBCHHLIC BPOZKICH-
Hble MOPOKH PasBHTHH ¢ mopakeluem Tpex H OoJee cHCTeM OpranuiMa, oTcTasande B ICH-
XHUECKOM H (DH3MUECKOM pa3BMTHM, HeAOHAlHBaHHe, cnonTanusie aGopTel H GecnjojawHe,
HapyLIEHHS [OJIOBOrO PA3BHTHSI.

ABTOpH 3HAKOMAT uMTaTesell ¢ Haubojee YACTHIMH XPOMOCOMHBLIMH 3aB80JCBaHHAMH!
GOJIQBHBIO Hayna, cuuapomamu Ilaray, IllepecuieBckoro — TepHepa, «KOLIAYbEro KpHKa»,
Kaafindensrepa, Tpumno-X, aHOMaJHsIMH NOJIOBBIX XPOMOCOM H Ap. DTH ayTOCOMHBIE H rO-
HOCOMHEIE XPOMOCOMHBIE allOoMa/jHd MNpPeACTaBJAIOT NJf MPAKTHKH HECOMHEHHLIH HHTepec,
TOCKO/IbKY G3 THIATeJNbHOro UMTOrEHEeTHUECKOrO HCCJAeNOBaHHs HX AOCTOBepHas AHATHOCTH-
K3, @ CNeJOBATEJbHO, H MPOrHC3 MOBTOPHOro poXKAeHHsi Gosaenoro pedeHka B TOI 7Ke ceMbe
HeBOSMOXKHBL. B Takux cayuasx, no MieHuio aBTOpoOB, HeOGXOAHMO MEJLHKO-TeHETHYECKOe
KoHCYJIbTHPOBaHHe. Murtepecusl csepenuss o6 ynpaBieHdd OHOJOTHYECKHMH TIPOLECCAMH,
X0TOPOE BO3MOXKHO JIHIIbL TPH 3HAHHM MOJEKYJAPHBIX OCHOB HACJCACTBEHNOI NaTOJOrHH
H epMeHTOMATHIL.

Ewe coBceM Henasilo BO3MOKHOCTH JeueHus HacJeAcTBeHHBIX GoJesHeil BBI3LIBAJA
ckencic. OnHako B HacTosillee BPEMs nocje pa3paGOTKH psaa chHelH(pHYECKHX H HepeAKo
BHICOKOS(MEKTHBHEIX METOAOB JiCUeHHS] TPOTHO3 TNPH MHOTHX 3a60JIeBAHHAX 3HAUHTEJbHO
YAYHLIHJICS. hABTOpr KHHIH [OATBepPOAl0T 3TO, NpHBOAA YyOeauTeldbHble AaHHLIE O 3d-
MECTHTE/IbHOH TepalHH, BUTAMHHOTEPANHH, JHETHUECKOM M XHMDYPrHUeCKOM JeueHHH XpPOMO-
CCMHBIX 33060JIEBAHMIT M BPOMKACHHBIX (hepMeHTONaTHII.

3aTD0HYT H TaKOH Ba’KHBIl BONMPOC COBPEMEHHOH MeJHIHHBI, KaK HacJaeACTBCHHLIC Ae-
(eKTHl DEPMEHTHLIX CHCTEM, BLISIBAsieMble NPH NPHMEHCHHH JIeKapeTB. AHAIH3 NMPHUMH aTH-
MHYECKOH peaKkNHHM OpranvHiMa Ha BO3AcHCTBHe JeKapcTB NOKasblBaeT, 4To C reHeTHYECKOH
TOYKH 3DPEHHSI OHH O/NHM3KM K BpOXKAcHHBIM Oedextam ob6mena. PaccMoTpeHbl M aTHOHHUC-
CkHe PeaKUHH Ha MeLHKaMeHThl TMpPH HacJeJCTBEHHBIX 3abo/eBaHHAX obMmeHa BellecTB.
Ormeueno, uto dapmakoreneTHueckHe HcCJIelOBaHHs NPH3BAHLL CHIFPaTh BayKHYIO POJb
B pellleHHH npoGsieM KJIHHHKH, (apMakoJIOTHH M reHeTHKH. KX pesyabTaTel NOMOTYT Bpa-
YaM M HX NanHeHTaM H36exaTb OCJOJKHEeHHI, CBA32HHBIX € MEAHKAMCHTO3HBIM JIeUEHHEM.

TlockoNbKY MenHKO-reHeTHUeCKOe KOHCYJIbTHPOBaHHE SIBJISETCH . OAHHM H3 BHJIOB CIe-
LRaTH3HPOBAHHOH MEAHUMHCKO MOMOIIH, B 3aKJIOYHTEJBHOM pasjaese KHHIH aBTOpHl aHa-

JM3HPYIOT OCHOBHbIE 3TaNbl 3TOT0 BaXKHOTO MEAHIIHHCKOro o6cjeloBaHus, NTOMHHAHTHBIH

H PEUECCHBHBIH THILI HAacJeAOBAHHs, NACCHBHYIO H aKTHBHYIO (OpPMBI 3TOr0o KOHCYJIBTH-
peBaHHA.
Ha mam Barsisp, xAMHH4YecKHE pasfiel O XPOMOCOMHBIX 3a60JIeBAHHMAX, BPOKACHHBIX
SMMMONATHAX M KX JICUEHHH cJefoBajo 6bl NpPeICTABHTH HECKOJBKO WIHpe H noapodHee.
ABTOpamMH croeppeMenio nampcaHa HyXKHAs M TIOJie3Hasl KHHra, KOTOpasi, HeCOMHEHHO,
OKAKETCS HACTOJIBHBIM PYKOBONCTBOM B IIPAKTHYECKOH JAedATeNbHOCTH Bpaua.

ITpod. B. E. Auucumos, xaux Meld. nayk P. M. LllakupssHoBa (Mocksa)
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Pexkrtopar, napTHiiHas H TpodCOIO3HAS OPraHH3aLHs KaszaHckoro opraeHa
Tpynosoro Kpacnoro 3HamMeHH MEeIHUHHCKOTO HHCTHTYTa HMEHH C. B. Kypa-
moBa, peaxkoJserusi «KasaHckoro MeAHUHHCKOro KypHhajaa» cC rayBboKHM
npuckopGHemM H3BelwlaloT o Oe3BpPeMEHHOH KOHYHHe mnocJe TAXKEJOH OOJIE3HH
saBefylomleit KadeApoil SMHAEMHOJIOTHH, 3aC/yXKEHHOro Bpaua TACCP, nox-
TOpa MeAMIMHCKHX HaykK, ujeHa peJlaKUHOHHOIo COBeTa «Kazanckoro meiH-
IHHCKOTO XKypHaJa», npodgeccopa Bepbl ‘Pluanosum Kauypeu.






