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B xope npoekTa «[eHom yenoBeka» (aHrn. The Human
Genome Project, HGP — meXayHapoaHbIi Hay4YHO-UC-
CNnefoBaTenbCKUA MPOEKT, FMAaBHOW LeNblo KOTOPOro
6blI0  onpedennTb MOCIeAOBaTeNbHOCTb HYKNeoTu-
po., coctasnawowmx AHK), kotopbin Hayanca B 1990 T.
nog pykosoactsom [kernmca YoTcoHa nog srugon Ha-
LMOHaNbHOM oOpraHm3aumn 3apaBooxpaHeHna CLUA
n 3aBepwwunca B 2003 r., 6b10 MaeHTMOMLMPOBAHO
25 Tbic. reHoB B YenoBeyeckon JHK [1]. Ho oka3anocs,
YTo UMMEeTb reHeTMYEeCKylo MNpeapacnoNoXXeHHOCTb
K TOMY Uy MHOMY 3aboneBaHMIO He O3HAYaeT, YTo 3a-
6oneBaHne BO3HMKHET, N HA0OOPOT, OTCYTCTBME reHe-
TUYECKON NpeapacnosioXeHHOCTN He rapaHTUpyeT OT-
CYTCTBUE, HANPUMep, CaxapHoro anabeTa 2 TUNa, paka
npeacTaTenbHOM UM MOMTOYHON Xene3bl. [poaBneHne
W HENPOABNEHNE aKTUBHOCTW FreHOB 3aBUCUT HE TOJ1b-
KO OT OKpy»aioLer cpedbl (rae Mbl XKMBeM, YeM Mbl Obl-
LUIXM, YTO eMM, MbeM), HO TaK»Ke 1 OT TOro, Kak Mbl Ayma-
eMm (Hawwn MbICnK, B 3aBUCMMOCTM OT TOrO, MO3UTKBHbIE
OHUW UV HeraTuBHbIE, MOTYT YNPaBNATb HALLIVMMMK FeHa-
Mu). KniouomM K MOHMMaHWIO BAMAHNA BHEWHUX $aKTo-
POB Ha aKTMBHOCTb FEHOB CTanu HAbMOEHUA 33 XKKN3-
Hbl0 OfHOANLEBbIX 6NM3HeloB. HabnoaeHnsa nokasanu,
HACKONbKO CUIbHbIMK MOTYT ObITb U3MEHeHUA B re-
Hax Takux 61M3HeL0B, BeAyLMX pasHblii 06pa3 U3HK
B pa3HbIX BHELWHMX ycnoBusx. o ngee, y ogHoANLEBbIX
Onn3HeL 0B 60Me3HU AOTKHbI ObITb «OOLUMIKY», OfHAKO
3a4YacTylo 3TO He TaK: aNkorosim3m, 6onesHo Anburerime-
pa, bunonapHoe pacCcTPONCTBO, Wn3odppeHna, gnadert,
pak, 6one3Hb KpoHa 1 peBmaToungHblii apTpuT MOryT
NPOABAATLCA TONbKO Yy OAHOro 6/M3Hela B 3aBUCUMMO-
CTW OT pa3nnyHbIX pakTopos [2, 3].

CEKPETbI SNUTEHETUKU: KAK OAKTOPbDI
OBPA3A XU3HU N MbILLJTIEHUE BNNAIOT
HA TEHbI

WccnepoBaHma B obnact snureHeTUKU nokasanu,
UTO TONbKO 5% reHHbIX MyTauuii, CBA3aHHbIX C 6ones-
HAMW, ABAAIOTCA MNOMHOCTbIO AeTePMUHUPOBAHHbLIMMY,

Ha ocTanbHble 95% MOXHO MNOBAUATbL NOCPEeACTBOM
MUTaHWA, NOBEAEHMA U NPoUnX $aKTOPOB BHELUHEN
cpeppl. Mporpamma 300poBoro obpasa *U3HM 1 No3u-
TMBHOMO MbILW/IEHNA MO3BONAET U3MEHUTb aKTUBHOCTb
oT 4000 go 5000 pa3nnyHbIX reHoB, NoYeMy BOMPOChI
AVETONIOTUN N MCUXOJSIOTUN CTAHOBATCA KpawmHe aKTy-
anbHbiMK B XXI Beke [4].

SnureHeTMKa HaXOA4MTCA Ha HauyanbHOW CTaguun pas-
BUTWA, HO PEBOIIOLIMA YXKe CyYmnach: Kaxobil Yenosek
CnocobeH 8/1uAMb HA C80U 2eHbl! AKTYyanbHbIMK CTaHO-
BATCA BOMPOCHI MUTaHMWA, NCUXONOrMu, 6rmonornyeckm
aKTUBHbIX 106aBOK (BUTaMuH D, omera-3 nosinHeHacbl-
LLlEHHbIE XUPHbIE KNCNOTbI), CHa, BOAbI B OOLLEN KyNbTy-
pe uenoBeka.

Y Bpaua 6onblie 3agay, Yem y psAfoOBOro yenose-
Ka. Bpau poneH He TONbKO NeuynTtb 1 NnpodunakTu-
poBaTb 60M1e3Hb, ANA Yero Heob6xo4MMO MOCTOAHHO
BeCTU obpa3oBaTeNibHO-MPOCBETUTENBCKYIO PaboTy,
HO TaKXe ymeTb NpeaBUAETb NOCNeACTBMA HeyCTpa-
HEHMA TEX WM UHbIX NPOABMEHUA obLlero He3go-
poBbsA. Kpome TOro, Bpau JonXKeH NOAXOAUTb UHAU-
BUAYaANIbHO K NIeYeHMI0 KaXKoro naynMeHTa ¢ yyetom
He TONMbKO MOfla U KOHCTUTYLUU, HO U NCUXOTUNA,
MOpPasbHbIX, 3TUYECKUX, PEIUTUO3HbIX B3rNALO0B Na-
LUMeHTa, a TakXe BHywWaTb MNauyuveHTy YBEPEHHOCTb
B M3/1e4MMOCTN 3aboneBaHMA, HacTpauBaTb Ha Mo-
3UTUBHOE MblWwieHne. B CBA3M C BbILLEN3TOXKEHHbIM,
a Tak)Ke yuMTbiBaA PeBOJSIIOUNOHHbIE OTKPbITUA XX-
XX| BeKoB, ¢ KOTOpPbIMWU HEBO3MOMHO He CYuTaTb-
cA, Mbl pa3paboTany HOBYIO MoAenb MegNLMHbI
XXl Beka — mepuuuHy 5M1, KoTopylo akKTUBHO
npuMmeHsAeM Ha npakTuke [12].

1. MepcoHannsupoBaHHasn

Mbl BCce ouyeHb pasHble, Y HAC pa3Hbll CTapTOBbI
M NMUKOBbIA YPOBEHb MOPMOHOB — OCHOBHbIX peryns-
TOPOB OOMEHHBIX M MMMYHHbIX NMPOLECCOB B OpPraHu3-
Me, MO3TOMY NoAbop A03bl N0ObIX NPenapaToB AOMIKEH
ObITb CTPOro MHAMBMAYANbHBIM.
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2. NpepuKkTnBHan

leHom paclumndpoBaH, U Ha OCHOBAHUWN FEHETUYECKIMX
nccnefoBaHUA MOXKHO U HYXKHO 3HaTb, Kakue 3aboneBa-
HMA MOTYT BO3HVKHYTb. C APYron CTOPOHbI, Ha OCHOBaHWM
3HaHUI O BNUAHWMN FOPMOHaNbHO-MeTaboNMyeckux Hapy-
LUeHWI Ha 0OMEeH BeLLeCTB, a TakKe Ha UMMYHHYH0 cucTemy
MOXHO U HYXHO NpefBuaeTb pa3suTve OGonesHen aaxe
y NauneHToB 6e3 reHeTNYeCKoN NPeapacnonoOKeHHOCTU.

3. Mpodunaktnyeckas

MNpodunaktuka 3aboneBaHnin C reHETUYECKUM pPU-
CKOM [O/KHa HauMHaTbCA O NOABIEHUA NepBbIX KNK-
HMYeCKNX cMMNTOMOB. PKenaTenbHO HayaTb npodunak-
TUYECKNE MeponpuAaTAA C BHYTPUYTPOOHOro nepuopa
pa3BuTNA YenoBeKa, B MepBylo oyepefb C Noaaepa-
HMA HOPMaNibHOro YPOBHA BUTaAMUHOB 1 MUKPO3NIEMEH-
TOB. BHympuympo6Hviii depuyum eumamuna D, xe-
nesa, lioda, mazHusA, omeza-3 NOJIUHEHACbIWEeHHbIX
JKUPHbIX KUC/IOm omMeyvydemcs NpaKkmu4ecKu y 8cex.

4. NauyneHT-oprNeHTPOBaHHasA

YuutbiBaa 6Gonblwoe BnuAHWE $aKTOPOB OKpYyXa-
loWwniA cpedbl, B TOM unicie MNUTaHWA, BOAbl, Npuema
nekapcTB U TaK Aanee, NaumeHT AomkeH ObiTb aKTWB-
HbIM COYYaCTHMKOM MpoLecca 1 JoNxeH pa3bupatbca
He TONMbKO B KayeCTBEHHO-KOJIMYECTBEHHOM COCTaBe
efabl (6enku Xnpbl, yrneBofbl), KauecTBe BOAbl, HO B Cy-
TOUHbIX A03aX BUTAMMHOB, MUKPOS/IEMEHTOB, a TakKXe
OPUEHTMPOBATLCA B FOPMOHANbHOM Tepanuu (Npu Ha-
nmunn pgedpuunTa rOpMOHOB U HEOBXOAMMOCTM TaKoM
Tepanuu), Tak Kak 4epuumT ropMOHOB BHOCUT BECOMBbIN
BKNaj B pa3BuThe Lenoro paga 3abonesaHuii.

5. Mo3snTnBHan

B MegumumHe WnpoKo n3eecTteH a¢pdekT nnayebo —
uenebHbIn 3¢deKT, KOTOPbIN CBA3aH C BEPOW NaumeHTa
B TO, UTO OH MPVHUMAET He «NYCTbIWKY», a HacTosLlee
nekapctso. dPPeKT nnauebo — npekpacHbI Npumep
TOrO, KaK TO, UTO Mbl FOBOPUM NIOAAM, BIMAET HA NX BOC-
npuAtne. MeHee nssecteH 3dpdekT Houebo, Korga cpea-
CTBO, He obGnapgawouwee peanbHbiM dapmaKkonormye-
CKUM [eCTBMEM, BbI3bIBaET OTPULIATENBHYIO peakLuuio
y nauveHTa. ddPeKT Houebo UMEET rOPMOHANbHYIO
npupopy. HeratnBHoe MbiCiM BefyT K BblpaboTke XO-
NNUUCTOKUHMHA, @ TaKXe K BblpaboTke rOpMOHOB CTpec-
ca — KopTu3ona W agpeHanuHa, KoTopble Bbi3blBaloT
CHVXXEHVE CeKpeLuy MosoBbIX TOPMOHOB — TecTocTe-
pOHa, 3CTPOreHoB, NporecTepoHa — OCHOBHbIX 3HAO-
FeHHbIX aHTUOKCMAAHTOB, fedULUT KOTOPbIX HE TONIbKO
3arMycKaeT NpoLecchbl CTapeHns, HO U BefleT K Pa3BUTUIO
OHKOJIOrMYecKux 3aboneBaHUn yepes MeTUINPOBaHME
OHK B TOM uncne. Takum o06pa3oM, MOXKHO CKasaTb,
UTO CJIOBO ABMIAETCA BaXKHbIM PEFYNATOPOM UNW An3pe-
rynaTopom SHAOKPUHHOM CUCTEMDBI.

MOJEJIb MEAULUWHDbI 51N B MPAKTUKE
JIEMEHUA TEHETUYECKOTIO BECIJ10AUA
Y MYX4YUH HA NPUMEPE KJIMHUYECKOTO
CNIYYAA

Ncnonb3ya mogenb megnumHbl 501, Mbl ycnewHo ne-
UMM U1 BbleYnBaeM Takue 3aboneBaHWA U COCTOAHWUA,
KOTOpble paHblue CYMTaNUCh HeM3neuYnMbIMU. ITO Kaca-
eTCcA B TOM Yncie reHeTn4eckomn Gopmbl MyKCKoro bec-
nnoamsa, obycnoBNeHHOrO XPOMOCOMHBIMY aHOMaNu-
AMM, B YAaCTHOCTM cnHApom KnanHdenbtepa, KOTopbil
ABNAETCA NpoABNeHMeM OAHOW M3 Hanbonee pacnpo-
CTPaHEeHHbIX XPOMOCOMHbIX aHeyNIonguni.

Mpu cuHgpome KnanHdenbtepa B MY»CKOM Kapu-
oTvne nmMmeetca AononHutenbHaa X-xpomocoma (80%),
X-XpOMOCOMHaa MOANCOMUA UAN MoO3auyHble GopMmbl
(20%) [5]. B HacToALWEee BpemA 3TOT CUHOPOM SBNAET-
CA OfHOW U3 Hambosnee YacTblX reHETUYECKUX MPUYNH
My>KCKOro 6ecnnogms, BcTpedaeTcsa y 4% 6GecnnogHbix
MY>XUMH 1 Y 11% My»UmnH € a3oocnepmuert (OTCYyTCTBNEM
cnepmaTto3onfoB B 3saKynATe) [6]. Hepepko npobnema
6ecnnogusa y Taknx NauneHTOB OCTAeTCA CKPbITON rofa-
MW 1 NPOABAETCA TONbKO TOrAa, KOraa y napbl BO3HUKaeT
TBepAoe XenaHve nmeTb pebeHka. Kak 6bl yanButenbHo
3TO HY 3BYYano, Ho Yy 60NbLUNHCTBA NALMEHTOB C CUHAPO-
MOM KnaiHpenbTepa 3TOT reHeTUYeCKUn CMHAPOM OCTa-
€TCA Hepacno3HaHHbIM Ha MPOTAXEHWY BeW XKn3Hu [7].

KnnHunyeckue nposABneHna CMHAPOMa OYeHb Bapua-
TUBHbI, U MHOTO€ 3aBWCUT OT aMNMreHeTnYecknx Gakro-
OB, O KOTOPbIX Mbl N1CanX B NEPBOM pa3fesie Hallel
ctatbu. OTNMUMTENbHOW OCOBEHHOCTbIO 3TOrMO0 CUH-
ApOMa ABNAETCA TakKe TOT $aKT, UTO KIMHUYECKUN OH,
KaK npaBuno, npoasnseT ceba ToNbKO Nnocne nosioBoro
CO3peBaHMA 1M NO3TOMY AMArHOCTUPYETCA OTHOCUTENb-
Ho no3gHo. [lo nybepTaTta Takne ManbuymKkn MOFyT HUKaK
He OTAMYaTbCA OT CBEPCTHUKOB. lNocne nonosoro co-
3peBaHUA OCHOBHbIE XasloObl MALMEHTOB C CUHPOMOM
KnanHenbrepa cBA3aHbl C KIMHUYECKUMW MNOABNIEHNA-
MV MEePBUYHOrO (rMneproHagoTPONHOro) rmnoroHaamns-
Ma n 6ecnnoguem. MaTOrHOMOHUYHbBIX KIMHUYECKUX
npr3HakoB 3aboneBaHMA NpakTMyeckn HeT. CunTaet-
CA, YTO TUMNUYHBIM NPOABMAEHUEeM cuHapoma KnaiH-
denbTepa ABNAETCA HanuumMe ManeHbKUX MAOTHbIX AK-
yek. [laHHbIN Mpr3HaK MpPaKTUYeCKUn He BCTpeyvaerca
npw apyrux Gopmax rmnoroHagr3ma, ofHako oTMeyaet-
CA Janeko He y BCex NaunMeHTOB C JaHHbIM CUHOPOMOM
[5]. CTeneHb Bupmnnu3aLmmn 605bHbIX Pe3KO BapbUpyeT,
HO B GONbLUMHCTBE C/lydaeB OTMEYaAEeTCA OBOJIOCEHUe
no6ka no »KeHCKOMY TUMY, a TakXKe HeAOCTaTOUHbI POCT
BOJIOC Ha nuLe U Tene, ofHako MHOTMMW Bpayamu o6-
Wen NpakTUKN Unn TepaneBTamy (KOTOPbIX MaLMeHTbl
noceLLaoT yalle BCero C Lefblo NPOXOXAeHUA Meau-
LMHCKMX KOMUCCUA M AUCNaHcepm3aumm) 3T KIUHU-
yeckue Mpri3HaKKM He BCcerga pacUeHUBalTCA Kak npo-
ABMIeHNA TMNOroHaausMa, Tpebytlme 06sa3aTeNbHOro
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JOMNONHUTENBHOTO  nabopaTtopHoro  obcnepoBaHMs,
UM UrHopupytoTcAa BoBce. HaueneHHoOCTb Bpayen 06-
Wwen NPaKTUKA U Y3KNX CNeumanmcToB Ha BbiBEHNe
JaHHOTrO CMHApPOMa MNpeacTaBnAeTca NPUHUUNMANbHO
HeobXoAMMbIM MOAXOAOM ANA peanusauunm npodpunak-
TUYECKOW CTpaTerny B OTHOLLEHMM AaHHOTO 3aboneBsa-
HUA, Tak Kak cnHgpom KnanHenbtepa ABnaeTca ogHom
13 Hanbonee pPacrnpoCTPAHEHHbIX BPOXAEHHbIX MATO-
norum (pacnpocTpaHeHHOCTb cocTaBnsAeT 1 Ha 500 Ho-
BOPOXKAEHHbIX MaNbuyMKoB), 6o5iee pacnpoCcTpaHEHHON,
yeM BPOXAEHHbIN TUNOTUPEO3, afpPEeHOreHUTaNbHbIN
CUHAPOM, GEHUNKETOHYPUS, FaflakTo3emus, MYyKOBUC-
UnAao3, Ansa Kotopbix cenyvac B Poccuiickon Pepepaumn
CylecTBylOT 0b6A3aTeNibHble CKPUHWHIOBbIE MPOrpam-
Mbl [5, 8]. PaHHee BbisiBieHVe 3abofeBaHWA, a 3HAUUT,
paHHee Hayano NPUMEHEHUA FOPMOHANIbHON Tepanuu
nossonsaetr m3bexarb WM 3HAUMTESIbHO YMEHbLUWUTb
NPOABEHUA MMNOrOHaAN3Ma, K KOTOPbIM OTHOCAT Hapy-
LWeHre NonoBON GYHKLUUKN, TMHEKOMACTUIO, OXUPEHNE,
CHWXXEHWE MbILLIEYHOIM MacCbl U CUMbl, OCTEOMNOPO3, Be-
reToCcoCyamcTble U MCMXO3MOLMOHalbHble PacCTPOn-
cTBa. HaunHaTb Tepanuio NoNoBbIMM FOPMOHaMK Clegy-
€T Ccpa3y nocne yCTaHOBMIeHNA anarHo3sa [5].

PaHee naumeHTOB C HeMO3aMyHON ¢GOPMON CUH-
Apoma KnaiHoenbtepa (47, XXY) cumtanm abconoTHO
6ecnnogHbiMu. Mpy mopdonornyeckom nccnefoBaHnn
TECTUKYNAPHOWN TKaHW Yy HUX onpefensaTca obwmpHble
nona knetok Jlengura, rmanMHM3NPOBaHHbIE, @ B HEKO-
TOPbIX ClyYasaX CKNePO3UPOBAHHbIE N3BUTbIE CEMEHHbIE
KaHanbupl. lNoHMMaHMe naTtodusMonornm CUHZpPoma
KnanHdensrepa B coyeTaHUUN C NOCNEOHUMU OOCTMXe-
HUAMK B 06MacTL pPenpoayKTMBHON MeANLMHbBI 3HAUU-
TENbHO M3MEHWNO MepCrneKTBbl NalUMeHTOB OTHOCU-
TeSIbHO BO3MOXXHOCTN UMETb Buonornyeckux getein [9].
B cBA3M C BHefpEeHNEM HOBbIX METOLOB IKCTPAKOPMO-
panbHOro onnogoTeopeHus, B YyactHoct MKCU (ICSI —
intracytoplasmic sperm injection) n TESE (testicular
sperm extraction), n NOABNEHNEM JaHHbIX O BO3MOXHO-
CTW NPUCYTCTBUA 3aPOAbILLEBbIX KNETOK B ANYKax 60Mb-
HbIX C cMHApoMoM KnanHdenbTepa B MCCNefoBaHUAX
KoHUa XX BeKa, NOABMANCb NePCNeKTUBbI MPUMEHEHUA
METOJ0B MCKYCCTBEHHOrO OMJIOAOTBOPEHNA C 3a60poMm
reHeTMYeCckoro Matepuasna HenoCpPeACcTBEHHO M3 ANYKa.
MonyuyeHHble TakMM 06pa3oM crnepmaTo3onbl NCNosb-
3yl0TCA ANA OMNIOJOTBOPEHMA ANLEKNETOK, YTO Npu-
BOAWT K nosydeHmto notomcTea. B 1998 r. G. Palermo
N COaBT. BNEpPBble COOOWMAN O HECKONbKUX Ciy4Yasx
YCMeLwWwHoro feyeHns, a 3a nocnegHue 20 net yxe 3a-
pernctpmpoBaHbl okono 200 peten ¢ HOPMAaNibHbIM
KapUOTUNOM, POXAEHHbIX OT MYXUYMH C HEMO3AaNYHOM
dopmoi cuHapoma KnanHdenstepa B nporpamme KO-
NKCN-mnkpo-TESE [10, 11].

O$PeKTUBHOCTL  M3BJIEUEHMA  CMEPMATO30UA0B
13 smuka (SRR — sperm retrival rate), a Takxe BepoAT-

HOCTb POXKAEHUS XMBbIX 300poBbix Aeten (LBR — life
birth rate) y nauneHToB ¢ cnHgpomom KnanHoenbrepa
He 3aBMCENM OT BO3pacTa MaLMeHTOB, 0Obema ANYEK,
ypoBHA JII unn TectocTepoHa B CbIBOPOTKE KPOBU, CO-
rMacHO AaHHbIM NocnenHero metaaHanusa [11]. OgHako
HeKOoTOopble nccsiegoBaTeNy NpeanonaralT, YTo nydwne
NPOrHoCcTUYeckne ¢pakTopbl B OTHOLIEHUWN MONyUYeHUs
cnepmato3oungoB 1 6onblume WaHcbl Ha 61aronpuATHbLI-
 ncxop neveHna 6ecnnoama UMeKT MY>KUMHbI C YPOB-
HeM o6LLero TectoctepoHa 6onee 8,7 HMOJb/N, HOp-
ManbHbIM VIMT (OTCYTCTBMEM OXMPEHUA), OTCYTCTBMEM
rTMHEKOMacTM 1 OTBevalolme Ha npegonepaurioHHYIo
ropmoHanbHy Tepanuto [9]. Takoe npeanonoxeHue
BMOJIHE OOBEKTMBHO, TaK KaK KIMHUYECKME MPU3HaKM
rMMNOroHagu3mMa, K KOTOPbIM OTHOCUTCA U OXXUPEHWE,
N TMHEKOMACTUA, ABAATCA COMATMUYECKMMM NPU3HaKa-
MU He340pOBbA 1 OyAYyT OKa3biBaTb HEMOCPEACTBEHHOE
BAVAHME Ha NCXof NeyeHna becnnogms y JaHHOM KaTe-
ropun NaumeHToB.

YouBUTENbHO, HO, HECMOTPA Ha AOCTAaTOYHOE KOMU-
YyecTBO PaboT, NOCBALLEHHbIX PENPOAYKTMBHOMY 340PO-
BblO NaLMEHTOB C cMHApoMoM KnanHdenstepa, B Poccum
6blS1 OMKMCaH TONbKO OAMH CNyYall POXKAeHWA 300POBOro
pebeHKa y naumeHTa C HEMO3auYHbIM KapruoTunom (47,
XXY) B 2012 r. nop Hawmm coaBTopcTBOM [7]. B AeKabpe
2017 r. 6bina noslyyeHa elle ogHa 6epemMeHHOCTb B L-
kne SKO-UKCW, n B aBrycte 2018 r. Ha 36-37-11 Hegene
6epeMeHHOCTM PoAWNCA 3pPesblil 300POBbIA ManbuynK
(kapuotun 46, XY) y cynpyru ewe OfHOro nauueHTa
Hallen KIUHWKK, KOTOPbIA Habnogancs ¢ CMHAPOMOM
KnaiiHpenstepa ¢ 2007 r. n ¢ 2015 r. nonyyan nperpa-
BMAAPHYI0 NOAFOTOBKY MO NOBOAY MiaHNPOBaHWA bepe-
MEHHOCTM B Nape.

[Moyemy e ycnex 08ax0bl CONYMCMB08AsI HaM 8 Jie-
ueHue msxxesioll hopmbl MyxcKoeo becnioous?

KoHeuHo Xe, peanusauma nporpammbl SKO-UKCH,
a TakXKe NpoBefeHVe NperMnIaHTaLUOHHON reHeTnYe-
ckon gmarHoctukm (M) ona ncknioyeHna poxaeHus
pebeHKa C aHeynnovAame No NOIOBbLIM XPOMOCOMaM,
KoTopasA MnpoBoAMnacb B KIJMHMKE BCMNOMOraTesibHbIX
penpoayKTuBHbIX TexHonorui (BPT) coBmecTHO ¢ pe-
npoayKTonorom 1 smbépuonorom. Hawa 3agaya 3aknto-
yanacb B MOAroTOBKe NauueHTa K 3abopy maTtepuana
(cnepmaTto3ounpoB) AnA Ucnonb3oBaHusA B Uukne BPT.

Kak npaBunio, noArotoBKa MyKUuH K npoLieaypam 3a-
6opa matepuana ana dKO-UKCU npu taxenbix dopmax
My>cKoro 6ecnnogma (Heo6CTPYKTMBHAA a300CnepmMus,
XPOMOCOMHbIE U FreHHble aHOManuu) CBOAUTCA K HYJO.
Yponoramm-aHgponoramu, 3aHUMaloLWKMNCA NIeYeHem
Myxckoro 6ecnnogua B pamkax BPT, opraHusm myx-
UMHbI HEe BOCMPUHMMAETCA Kak egunHoe uenoe. OyeHb
YyacTo crneynanucTbl «ieyat cnepmorpaMmmy», a He ca-
MOro nauueHTa. A Tam, rge cnepmorpammbl HeT (a3o-
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ocrnepmus), Takux nauyneHToB 6e3 noaroToBKU GepyT
Ha npoueaypy TESE n, Kak npnBuno, BngaT HeygosneT-
BOPUTENbHbIN pe3ynbraT Wan — Aake Npu NoayyeHnmr
Cnepmato3ouoB — HefoCTaTOuYHylo depTuansauunio
N HM3KOE KauyecTBO MOJIyYeHHbIX 3MOPUOHOB, Henpu-
roAHbIX A1 TPAHCMIaHTaLUN B MaTKYy.

MaumeHTam ¢ cuHagpomom KnarmHoenstepa, Kak npa-
BWJIO, HE MPOBOAAT CTUMYNMPYIOLLYIO Tepanuio Bcnea-
CTBME NOBbIWeHUA YpoBHA roHagoTponuHos (JTT n OCT),
He OLeHMBalOT ypoBeHb BUTaMrHa D n apyrux Butamm-
HOB 1 MUKPO3MEeMEHTOB, aHTUOKCUAAHTHbIN CTaTyC, CO-
CTOAAHVE NUNUAHOTO U YINeBOAHOIro o6MeHa, He yaens-
0T 4OCTAaTOYHOIO BHUMAHMWA NMUTaHWUIO 1 yNoTpebneHnto
KUAKOCTW, HE MPOBOAZAT CTONb HEOOXOAUMON ANA 3TUX
NauMeHTOB MCMXONOTrMYEeCKon NoAAepPX KU C YCTaHOB-
KOW «Ha ycnex». Kak npaBunno, eqUHCTBEHHOE, YTO Bbl-
MOJIHAIOT C LeNblo NOAFOTOBKU K IKCTPaKLMK criepma-
TO30MIOB, Tak 3TO OTMEHAIOT NpenapaT TeCTOCTEPOHa,
€C/iv MauueHT nosyyasn ero paHee.

B Halwem cnyuyae ycnex B peanusaumy nporpaMmmbl
SKO-UNKCW n npeogoneHne Taxenon GopmMbl MyKCKOTO
6ecnnoana y nayneHTa c cuHgpomom KnaliHdenstepa
BO MHOIOM 3aBUWCEN OT peanv3auuy Mogenn meguum-
Hbi 51 [12].

1. NMepcoHannsnpoBaHHbIN NMOAXOA K MauuMeHTam
JAHHOW KaTeropmm KacaeTcs, B NepByto ouepesb, Nogoo-
pa ropMmoHasibHon Tepanun. B kauecTBe nperpasuaap-
HOW MOArOTOBKM MHOTAA Mbl PeKOMeHAyeM nauueHTam
C cuHapomom KnanHdenbstepa, HapAagy C OTMEHOM UHbEK-
LIMOHHbIX GOPM NMpenapaToB TECTOCTEPOHA, Ha3HaYeHne
CTMYNMpPYIOLLEN Tepanuu nNpenapaTamm XOpUOHNYECKO-
ro roHagoTPOMMHA U MECTHOE HAKOXHOE MPUMEHeHne
TPaHCAepPManbHOMO npenapata TectoctepoHa (AHApO-
renb) B UHAMBWAYaNbHO NOAOOPAHHBIX JO3aX.

2. MpepauKTUBHBIA noaxon K neyeHuto becnno-
OVA OCHOBaAH Ha 3HaHWM KapuoTtuna. BknoueHve cuH-
apoma KnaiiHbenbsTtepa B CKPUHWHI  3aboneBaHUin
006A3aTefIbHOrO reHeTUYeckoro 06cCnefoBaHNA HOBO-
pPOXJeHHbIX (HapAady C BPOXAEHHbIM TMMOTUPEO30M,
afpeHoreHNTasbHbIM CMHAPOMOM, GeHUNIKETOHYPUEN,
MYKOBUCLIMA030M) NOBLICUT ErO BbISABNAEMOCTb U yNyu-
LIXT NPOrHO3bl peabunuTtaunm Kak ComaTMyeckoro, Tak
N pPenpoayKTUBHOIO 340pOBbA ManbuukoB. [puBe-
OEHHbIN KIMVHUYECKUA CJlyyal, BO3MOXHO, MO3BOAUT
pa3pywunTtb BpayebHbIli cTepeoTnn 0 «6ecnonesHoCTu»
paboTbl C 3TOI KOropTOW NaLMeHTOB A4S NpPeofoneHns
6ecnnoaua. JleueHne NaUMeHTOB C CUHAPOMOM KnaliH-
denbTepa, NNaHUpYOLWKX peanu3auunio pPenpoyKTuB-
HOM YHKUUKM, HeobXoAMMO OCYLeCTBAATL B Creuu-
ANM3NPOBaHHbIX KIMHMKAX, UMEIOLWMX BO3MOMHOCTb
BbIMOJIHEHNA CNOXKHbIX MNporpamm BPT, mukpo-TESE,
6uoncuio smbpuroHos, M.

3. Peanuzauua npodunakTuyeckoro mnoaxona
K JIeYeHMI0 My>XUUH C TaxenbiMu ¢opmamum becnnoaus

JOJKHa OblTb HalLeneHa Ha CBOEBPEMEHHYIO KOpPpPEK-
unio pgeduunta BuTammHa D, omera-3 nonvHeHacol-
LEHHbIX MUPHbIX KWUCAOT, HeJOCTaTOYHOCTb KOTOPbIX
oTMeuaeTca npakTnyeckn y 100% »kuTtenein cpegHen
nonocol Poccnn, a TakKe HEKOTOPbIX BUTAMUHOB 1 MU-
KpO31eMeHTOB (MarHuA, UMHKA, NOAa, »kenesa un ap.).
[lo3bl npenapaToB AOMKHbI MOAGMPATLCA MHAUBUAY-
aNnbHO B 3aBUCMMOCTM OT MOTPEBGHOCTM Kaxkporo mna-
ymeHta. CBOEBpPEMEHHAsA KOppPeKLMa rMrnoroHagnsmMa
N ero KNMHNYECKNX NPOABNEHNI, TAaKNX KaK OXKNPEHMe,
r’MHeKomacTuA, edULMT MbILLEYHOW MacCbl, Takxe Oy-
AeT 611aronpuATHO CKa3blBaTbCA HA JaNbHENLLIEM UCXO-
[e neyeHua 6ecnnoana y STMx NaumeHToBs.

4., Hawwn nauymeHTbl BCerga ABNAIOTCA AKTUBHbIMU
COyyacTHMKaMM npouecca JieyeHns, MOHUMaLWNMN
BCIO BaXXHOCTb Ha3HauYeHHOW Tepanuu, a TakXe Hey-
KOCHUTENbHO CNeAylT peKkomMeHJauuamM Mo MUTaHMIo
N n3meHeHuto obpasa xu3Hu. MaymneHT-oprmeHTUpPO-
BaHHOCTb — YETBEPTbIN HE MeHee BaXKHbIl KOMMOHEHT
meguuuHbl 571,

5. [llcnxonornyeckaa nopfepxKa W YCTaHOBKA
«Ha ycnex» B LOCTUXEHWUWN eNaHHOWN GepemMeHHOCTU
B Mape He MeHee BaXHa, YeM Ha3HauyeHne npenaparTos
W NpaBuUIbHOE paLMOHanbHOE NUTaHue. B sTom 3aknio-
yaeTcAa peanulauma natoro M — nosvMTBHOM MeanL M-
Hbl B JIeUeHnn TaxKenon GopMbl My>KCKoro becnnogus
y naumeHToB c cuHapomom KnanHdbenstepa.
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