EURASIAN JOURNAL OF MEDICAL AND

NATURAL SCIENCES

Innovative Academy Research Support Center

www.in-academy.uz/index.php/ejmns

-
ARTICLE INFO

COMPREHENSIVE DNA DIAGNOSTICS FOR FRAGILE X
SYNDROME (MARTIN-BELL SYNDROME)

M.M. Shertaev

Associate Professor of the Department of Medical and Biological

Chemistry, Medical Biology

and Genetics. Tashkent State Medical University (Tashkent),

Uzbekistan.

https://doi.org/10.5281/zenodo.18831483

ABSTRACT

Received: 20t February 2026

Accepted: 27t February 2026

Online: 28t February 2026
KEYWORDS

Fragile X syndrome,
premutation, full mutation,
DNA methylation, Southern
blot, molecular genetic
diagnostics.

This scientific article examines the technology for
comprehensive DNA diagnostics for fragile X syndrome
(Martin-Bell syndrome), one of the most common
monogenic causes of intellectual disability and autism
spectrum disorders in children.

TEXHOJIOTUS KOMIIJIEKCHOM JHK-AUATHOCTUKH CUH/IPOMA
JIOMKOH X-XPOMOCOMBI (CHHAPOMA MAPTHUHA-BEJLN)
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CuHOpom J0MKOU X-
XPOMOCOMbI, MEMUAUPOBAHUE
JIHK, MOJ/1EKYASIPHO-

2eHemuueckasi duazHOCMuKa.

B HayuHoll cmamve paccmampusaemcsi mexHo/102Usl
komnuaekcHoll /JHK-duazHocmuku cuHdpoma s0oMKol
X-xpomocomwvl  (cuHOpoma Mapmuna-bean) kak
00H020 U3 Haub6o01ee pacnpoCMpaHEHHbIX MOHO2EHHbIX
NPUYUH UHMEANEKMYAAbHOU HedocmamoyHocmu Uu
paccmpoticme aymucmu4eckoz2o chekmpa y demetl.

CuHApoM JIOMKOM X-XpOMOCOMBI NOCJIeICTBUSA i0C MeJIUKO-
(cunapom MaptuHa-besnn, fragile X reHeTU4YeCKOoTo KOHCYJIbTUPOBaHUA
syndrome, FXS) oTHocuTca k 4ucay ceMbU. B TMONyJALMOHHBIX OLIEHKaX
HauboJsiee 3HAYMMBbIX Hac/e[CTBEHHbIX NOCJeJHUX JIeT 4YacToTa I[OJIHOHM
IIPUYMH VHTeJIJIEKTYaJIbHbIX MyTaLUuU FMR1 y MaJIbYMKOB
HapylleHUd W  HeUpOpa3BUTHUMNHBIX NpUBOAUTCA HA ypOBHe TMOpAAKa

PacCTPOWCTB,

MOJIEKYJISIPHBIN 1epeKT 0JHOBPEMEHHO
JlabopaTopHOU

NoJAJAETCI  TOYHOM

BepudUKALlUU U  HUMeeT
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IIOCKOJIbKY

npAaMbIe

ero 1:4000-1:5000, y ameBoYeKk — OKOJIO
1:6000-1:8000, a gong UL, C
npemyTanueit (55-200 CGG-nmoBTOpPOB)
Cpeay *KeHIIMH OlleHUBAEeTCs MPUMEPHO
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kak  1:150-1:250. MouJiekyJIApHBIM
cyoctpatoM FXS sBasgeTcs skcnmaHcus
CGG-noBTOpPOB B 5'-HeTpaHCIUMpyeMOi
obsactu FMRI: npu NOJHON MyTaluu

0OBIYHO HabJIrogaeTcs
TUNEPMETUIMPOBAHUE  PETYASITOPHOHU
06J1acTH u CHWXXeHMe/yTpaTa

akcnpeccuu FMRP, yTo dpyHkMoHaIbHO
CBA3bIBA€T TE€HOTUI C (PEHOTHUIIOM.
[TockonbKy KapTHHA
BapuabesbHa M IepeKpbiBaeTcsd ¢
APYTUMH NpUYUHAMU 3a/IepXKKHU
ncuxopedyesoro passutusa U PAC,

KJIMHHUYeCKadAd

IePBUYHbIM JUAarHOCTUYECKUM aKLeHT
IIepeHOCUTCA Ha JJabopaTopHbIe
QJITOPUTMBI, CIIOCOOHBIE BBISABJATH HE
TOJIBKO pa3Mep TIOBTOpa, HO M
MeTUJINPOBaHMe, a TAKXKe MO3au4HOCTb.
B wncTopuyeckoM IJlaHe AMArHOCTHKA
npouria MnyTb OT LUTOTEHETHYeCKOro
BBISIBJIEHUA «JIOMKOCTH» K [PSAMOH
MOJIEKYJIIPHOM
NPUHLUIHATBHO
BOCIIPOU3BOJUMOCTb M KJIMHUYECKYIO
IPUMEHUMOCTb pe3yJsbTaTa. [IpakThka
JlabopaTopuil MoOKasaja, YTO «OJHOTO

THUIIN3alHH, 4To
IMOBBICHUJIO

TecTa» 3a4acTylo HeI0CTAaTOYHO:
pa3Hble MEeTOJUKH HMET Pa3JIUYHYIO
MHPOPMATUBHOCTb  [IJIsl

SKCIIaHCHH,

00JIBIIHX
MO3aMKM M  OIeHKHU
METUJIMPOBAHUSA, IMOI3TOMY CTaHAAPTHI
NOAYEPKUBAIOT KOMOWHHPOBaHHbIE
MOAXO/bI. Ba)kHbIM
W3MepeHUueM

npeMyTanun Kak

KJIMHUYECKUM
OCTaéTcsl  BbIsIBJIEHUE
COCTOSIHUS
NOBBILIEHHOTO PENPOAYKTUBHOTO PUCKA
u dakTopa KackKaJHOro o6cJe/j0BaHHUS
POJICTBEHHUKOB, YTO pacIlIMpsieT 3a4a4y
JIMarHOCTUKHU 3a npe/jiesibl
«MOATBEPXJeHHUs  3aboJieBaHUSA» Y
npo6anga. Ha stoM ¢oHe TexHoJOrUs
koMmmiekcHon JIHK-auarnoctuku FXS

paccMaTpUuBaeTCA KaK CHUCTEMa,
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06 beAuHALOILAA aHAJINTUYECKYI0
TOYHOCTb (pasmep CGQ),
3NUTeHeTHYEeCKYI0 XapaKTepUCTHUKY
(MeTuIMpOBaHME) UM YyNpPaBJISAEMOCTb
IOTOKA 06pasiuos
(BBICOKOIPOM3BOAUTEJIbHbIE PELIeHH ).
Lenb HacCTOSIILLEN paboThl —
aHaJIUTUYECKU 060CHOBaTh U
CTPYKTypUpOBaTh KOMILJIEKCHBIN

JIaOOpaTOPHBIX AJITOPUTM JUATCHOCTUKHU
FMRI1-accouMMPOBaHHBIX COCTOSTHUM Ha
OCHOBE COBPEMEHHBbIX CTAaHJAPTOB W
pe3yJIbTaToB BaJINJJUPOBAHHBIX
HCCIeJOBaHUH, C

MHWHHMHU3ALHUIO JIOKHDbIX 3aKJIIOUEHUH U

aKIeHTOM  Ha

MOBbILIEHUE KJIMHUYECKOH
WHTEepPNpPeTUPYEMOCTH.
MeTo0/10ru4YecKui JU3akH

paboThI BbINOJHEH KaK CPAaBHUTEJbHbIN
aHa/IU3 TEeXHOJIOTUYEeCKUX KOHTYpOB
JHK-auarnoctuku FXS Ha ocHoBe

MEeXAYHApPOAHbIX JIaboPaTOPHBIX
CTaHJAapPTOB u nyoOJIMKaIUH,
OLIEHUBAIOLUX  AHAJHUTHYECKYIO U

KJIMHU4YecKyro 3ddexktuBHocts [ILP-
noaxonoB, Southern blot (SB) u MeTo0B

MEeTHUJIMPOBAHUS. B KayecTBe
HOPMaTUBHOU OCHOBBI MCIIOJIb30BaHbI
peKoMeH/JalliK /CTaH1apThl o

TECTUPOBAHUIO JIOMKOW X-XpOMOCOMBI,
rie 3aKperjieHa HE00X0UMOCTb
onpeneneHuss yuciaa CGG-moBTOpOB U
cTaTyca METWUJIMPOBaHHUSA, a TaKXe
006CyXal0TCsA OrPaHUYEHUS OT/AEJbHbBIX
METOJUK MW TMOJXOAbl K KOHTPOJIIO
KavyecTBa. [l conocTaB/ieHUs METOAUK
BbI/IeJISIJIMCh KJII0UeBble aHAJIUTUYECKUE
napaMeTpbl: JHana3oH KOPPEKTHOTO
cal3uHra NOBTOPA, COCOOHOCTD
JIeTEKTUPOBAThL OOJIbIIIME 3KCIAHCUH,
npesen  oGHapy:KeHUs

bpakLui, YCTOMYUBOCTb K «aJIeJIbHOMY

MO3aHWYHbIX

BbIINIaA€HHUIO» Y X KEHIIWUH U BOSMOXHOCTb
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napaJijieJIbHOM
MeTUaupoBaHusA. (Ocoboe BHHUMaHHUeE
yAeasJiocb TpulpanMepHou (repeat-
primed) IIIIP/TP-PCR ¢ nocieayomum
KalUJJISIPHbIM asekTpodope3oM
(PCR/CE), mnoCKOJBKY COBpeMeHHbIe
0630pbl yKa3blBalOT Ha €€ BBICOKYIO
COTJIACOBAHHOCTb C  KJIACCUYECKUMHU

OLleHKU

NOAX0/laMH npu
Basuganuu. /Jlasa OJioka 3MUTreHeTUKHU
aHaJIM3UPOBAJIUCH MEeTHJI-
cneyuduryeckrie [II]P-pemienus 51
BbICOKOpa3pewarwimue PCR-noaxozpbl,

KOPpPEeKTHOH

npejijiaraeMble Kak aJbTE€pPHATUBA WUJIU
JornosiHeHWe K SB  mnpu  olieHKe
METHUJIMPOBAHUS,
BbICOKONPOU3BOAUTE/NIbHbIE (OpPMAThI,
NPUTOAHbIE JUIs

BKJIO4Yad

NepBUYHOTO
CKpPHUHUHTA. TexHosioruueckuu
aJITOPUTM
JUAarHoCTUKHW» B paMKaxX JaHHOH
MeTO/I0JIOTUH onpezensieTcs KakK
JABYXCTyIlleH4YaTas cucreMma: (D
nepBuyHas tunusauus CGG-akcnaHcUu
(TP-PCR/PCR-CE) ¢ audpdepennuanuei
HOPMaJIBHOTO, «Ceporo» Juamna3oHa,
npeMyTal Uy U MOJ03PEHUS Ha MOJHYIO
MyTauuo; (2) TNoATBepXxJeHUE U
yriaybseHue  pesyJbTaTa
o6ecreYyrBaroIuM

«KOMIIJIEKCHOH

MEeTO/I0M,

OIIeHKY
METUJIUPOBAHUS U/UJIU paspelleHue
HeoJlHO3HayHocTel (SB u/uvau meTus-
cnenuduyeckue
3aBUCUMOCTH OT mnpodussa obpasua. B
KayecTBe KPUTHYECKOU TOYKU KayecTBa

MeTOo/ibl) B

Y4YUTBIBAJICA KOHTPOJIb
YYBCTBUTEJBHOCTM K MO3aW4YHOCTH:
PEKOMEHAYIOT

3KCIIEepHUMEHTAJIbHO

CTaHAAPTHI
JlabopaTopUsiM
onpezeasaTb 4yBCTBUTENbHOCTb TP-PCR,
BKJIlOYas HchbITaHUsA Ha cMecsax JJHK c
CepUMHBIMHA  pa3BeJeHUSMU IMOJIHOU
MyTallM4, T[OCKOJIbKY B peaJIbHbIX
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obpasnax [l0Ji1 KJEeTOK C [OJIHOHU
MyTallied MOXeT ObITb CHUXKEeHa.
AHanuTUYeCcKass  HHTepHpeTauus B
paboTe cTpowjacb Ha MNpPUHIUIE

KJIMHUYECKOU AO0CTATOYHOCTH:
3aKJII0OYE€EHHEe CYHUTAETCA IOJIHOL€HHbIM
TOJIBKO Inpn OﬂHOBpEMEHHOﬁ

xapakTepucTtuke pasmepa CGG u craTyca
MEeTUJIMPOBAHUS TaM, /i€ 3TO BJAUSIET Ha
deHOTHN U Ha PUCK-OLEHKY [IJIl CEMBbHU.
Bonpocel
nocrobpabotku TpaktorpamMmm PCR/CE
paccMaTpUBaJIMCh Kak 4acTb

6uonHPOpMaTHUIECKOU

MEeTO/,0JI0TUH
BOCIIPOM3BOJUMOCTH
(BHyTpuCepUliHbIE W MeXCepUHHbIe
KPUTEPUU), OAHAKO 0e3 NPUBS3ZKU K
KOHKpPETHOMY KOMMepYecKoMy Habopy,
YyTOOBI  COXPAaHUTb NEPEHOCUMOCTH
npeaJioKeHHOro NoAxXo/a.

KOHTPOJISI

Pe3y.IIbTaTbI CPaBHHUTEJILHOTO

aHa/IM3a MOKa3bIBAIOT, 4TO
KJIacCUYecKas CBsI3Ka
«KOHBeHUMOHasbHasg [P +  SB»
ucropuyeckd ¢$opMupoBasacb  Kak
OTBET Ha OrpaHUYEHHEe aMIIUPUKALUHU
JUIMHHBIX

Heo0X0IUMOCTb

CGG-akcnaHcum v

npsaMoOM OLeHKH
METHUJIMPOBAaHUSA, 4YTO U OINpeJesn/Io0
CTaTycC SB KakK 3TaJIOHHOTO
NOATBEPXKAAIOLEr0 MeToJAa B TedyeHUe
JUIMTeJbHOTO mnepuoga. llpu asToMm
COBpeMeHHble TexXHHU4YeCKhe 00630pbl
bUKCUPYIOT CABUI B CTOPOHY repeat-
primed PCR u MeTusa-cnenuduyeckux
CHMXAIOT

PCR-penieHut, KOTOpble

NOTpPeOHOCTh B BbINOJHEeHUHW SB pisa

KaXkJ10ro o6pasla, COXpaHsA
KJIMHAYECKYI0 BaJINZHOCTD npu
KOPPEKTHOM BepuduKanuu Ha
KOHTPOJIbHBIX MaTepHaJsax.
[ly6nvkyemble gaHHble o TP-PCR
NOAYEPKUBAIOT eé CIOCOOGHOCTD
138 ISSN 2181-287X
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yBEPEHHO CUTHAaJIM3UPOBATh O HAJIUYUU
60/bIIMX 3KCHAaHCUK (BkJw4Yasg >200
CGQG) no XapaKTepHOMY
«XBOCTY»/JIECTHUYHOMY MaTTEPHy, a
TaKXKe  JeMOHCTPUPYIOT  XOPOLIYIO
COrJIaCOBAaHHOCTb C SB 5
KoHBeHIMoHasbHON [ILP B 3agavyax
IIepBUYHOU

TUNIM3alMHU aJliesien.

OpHako OZJHOBPEMEHHO
NOAYEPKUBAETCS, YTO «AHWArHOCTHUKA
TP-PCR» TpebyeT
OCTOPO>KHOCTH, IOCKOJbKY KPUTHUYHBI
AuddepeHans  rpaHUL,  KJacCoB
aJlzlesied U KOppeKTHasA UHTeplIpeTanus
y OJKEeHIUMH TMpH HaJU4YUM [ABYX X-
XpPOMOCOM M BO3MOXHbIX 0COOEHHOCTSIX
ammiauoukayud.  OTAeNbHbIA  CJIOH
pe3yJIbTaTOB KacaeTcsl METUJIMPOBAHUS:
yccaenoBaHusa, mnocBsuméHHble PCR-
OlleHKe MEeTWJIMPOBAaHHS, MOKa3bIBaIOT,

TOJIBKO o

YTO MOJIeKyJidpHasa AuarHoctuka FXS
JeUCTBUTEbHO GYHKIMOHATIBHO
«yIMHAPaAETCA» B Heo6X0JUMOCTh
OLleHMBATb METUJIMPOBAaHWE, U UMEHHO
3TOT  mapaMeTp  JOJroe  BpeMmsd
«3aKkpeniaa» SB B anroputMe. [Ipu aTom
nosiBjieHWe MeTuJ-cnenupudeckux TP-
PCR ¥ BbICOKONIPOU3BOAUTEJIBHBIX CXEM
O/IHOBPEMEHHO JJIs1 CGG U
MeTUJINPOBAHUS  ONMCBIBAETCA  Kak
NepCHeKTUBHBIU MyThb JAJI IePBUYHOTO
TeCTUPOBAHUA c nocJeyoIluM
TOYEYHbIM INOATBEPXKJEHHUEM CJIOKHBIX
ciy4yaeB. B JlorTMKe  KOMILJIEKCHOM
TEXHOJIOTUM KJIIDYEBbIM MPAKTHYECKUM
BbIBOZIOM CTAaHOBUTCSl CTpaTUdUKaLUA
o6pa3noB 1o mnoTrpebHocTH B SB:
3Ha4YMTesbHas JL0J1 cly4aeB

(HOpMaJIbeIe aJlJIeJiy, THUIIUYHbIE

npeMyTally, OJHO3Ha4YHble NPOQPUJIN)

MoxeT  3akpbiBaTbci PCR/CE  +
MeTUJIMpOBaHUe, Torga Kak  SB
palMOHaJILHO COXpaHATh s
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N0JI03pEHUH Ha MO3aHu4YHOCTb,
HETUIIUYHbIX MATTEPHOB, MOTPAHHUYHBIX

3HAaYeHUMW M CUTyalldH, rje TpebyeTcs

BU3yaJiU3alus pacnpegesieHUs
dbparmeHTOB. Takoi OJIXO/,
corJiacyeTcd C peKoMeHJanuen
J1abopaTOpPHO U3MepPATh
YYBCTBUTEJBHOCTb K  MO3aW4YHbIM
bpakuusaM  (BIJIOTH [0  ypOBHeH
nopszka 10% B 3aBUCUMOCTH OT accas)
M He T[EepeHOCUTb  3asiBJEeHHbIE
XapaKTEePUCTHUKHU Habopa Ha

COOCTBEHHY0 MPAKTUKY 6€3 BaJUJal M.
HakoHnen,
3MUAEeMHUOJOTUYECKUX OIL[€HOK YaCTOThI
NOJIHOM MyTalldM M HOCHUTEeJbCTBa
npeMyTaliyd MOATBEPXK/AAET BbICOKYIO
COIIMA/IbHO-MEJUIIMHCKYI0 3HAaYUMOCTb
KacKa/IHOT' O TeCTUPOBAHUS: npu
HOCUTEJIbCTBE Y DJKEHIIMH TMopsjKa
1:150-1:250 cucremHas JlabopaTopHas
TEXHOJIOTUSl [JO0JDKHA BKJOYATb He
TOJIBKO «JlUarHO3 TMpob6aHAa», HO U
BOCIIPOM3BOJUMBIA  MaplipyT s
ceMenHOTo 06c1eJ0BaHUSA U
KOHCYJIbTUpPOBaHUs. TakuM 06pasom,
pe3yJbTaThbl UCCAEI0BaHUA YKAa3bIBAIOT
Ha METO/AMYECKU ONITUMa/TbHbIA popMaT
koMmIiekcHoU JIHK-quarHocTUKHY Kak Ha

COoImoCTaBJIEHHE

coyeTaHUe MEPBUYHOTO
BBICOKOYYBCTBUTEJIBHOTO PCR/CE-
CKpUHUHTA CGG-akcmaHcuu C
006s13aTe/IbHOU OLIEHKOM
MeTUJIMPOBAaHUS U coxpaHeHUeM SB kak
aZipecHoro NOATBEPKIAOLIETO

WHCTPYMEHTa [iJIl KJIWHUYEeCKH U
AHAJIUTUYECKH CJIOKHBIX TPOodUIEn, YTO
NOBbIIIAET TOYHOCTb 3aKJIOYEHUS U
COKpallaeT JabopaTOpHYK Harpysky

6e3 noTepHu KJIMHUYECKOHN
JOCTOBEPHOCTH.
CoBpemeHHas TEeXHOJIOTHUS
KOMIIJIEKCHOH JHK-nuarnoctuku
139 ISSN 2181-287X
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CMHJpOMa  JIOMKOM  X-XpOMOCOMBI
JleMOHCTPUpPYET Ka4yeCTBEHHbIN
nepexoz, oT M30JIMPOBAHHbIX
MOJIEKYJIIPHBIX TECTOB K
WHTEerpaTUBHOMN JlabopaTOpHOH
cucreme, OpPHUEHTUPOBAHHOM Ha

KJIMHAYECKYI0 MHTEPIPETUPYEMOCTb U
MEXIOKOJIeHHYI0 npoduiakTUky. Eciau
B 1990-e roJbl
N0/ TBEPXKAAIOIUM METOLOM CYUTAJICA
Southern blot, ob6ecrne4yrBaBIIUT
BU3yaJIM3alUI0 KPYIHbIX CGG-
3KCHAaHCUM U CTaTyca MeTUJUPOBAHUS,

KJIIOYEBbIM

TO B 2010-2023 rogax BeKTOp pa3BUTHUA

CMeCTHUJICA B CTOpPOHY
BbICOKOYYBCTBUTEJIbHBIX [I11P-
TEeXHOJIOTUH C dayopecieHTHOH
JleTeKuen u KalnuJJISIpHbIM
asiekTpodope3oM. JlaHHBIA Iepexo/,
006ycJIOoBJIEH Heo0X0MOCTbIO
NOBbIIIEHNUS MPOMYCKHOW CIIOCOOHOCTHU
JlabopaTopuu npu COXpaHEHUU

AHAJIMTUYECKON TOYHOCTH, MOCKOJIbKY
4acToTa HOCHUTEJbCTBA IpeMyTalUuu
CpeJy >KeHUIMH JOCTUTAeT, M0 JaHHbIM
KPYMHBIX TOMYJISAIMOHHBIX CKPUHUHTIOB,
1:150-1:250. C KJUHUYECKOH TOYKH
3peHUsT ocoboe 3HAYeHHE HMeeT He
TOJIbKO BbISIBJIEHHE TIOJHONW MyTal[uU
(>200 CGG-noBTOpPOB), HO U
cTpaTUQUKAIMS TPOMEXYTOYHBIX U
NpeMyTalMOHHBIX aJliesield, MOCKOJIbKY

MMEHHO OHU dbopmMuUpyOT
penpoAyKTUBHBIE pUCKHU v
aCCOLUUPOBAHBI c FMR1-

aCCOLMUPOBAHHBIMU COCTOSIHUSIMU Y
B3pOCJIbIX. B 3TOM CBSI3M KOMIJIEKCHBIU
aJITOPUTM JIMaTHOCTHUKH
paccMaTpuBaeTcs He KaK JIMHeWHas
npoueAypa, a KakK MHOIOYpOBHeBas
Mo/Jieslb NPUHATHUA pelleHUH,
BKJIIOYAIOLAs peABapUTEJIbHYIO

TUNHW3aLMI0, MOATBEPXKJIEHUE, OLEHKY

Volume 6 Issue 02, Part 2 February 2026

MEeTHUJIMPOBAHUSA U aHa/Iu3
HayyHass  guckyccus
HOC/IeJHUX JIET COCPeJ,OTOUYEHA HA TOM, B

MO3aHU4YHOCTH.

KaKOWl CTelnmeHU COBpPeMeHHble repeat-
primed PCR-MeTO1bI
3aMeHUTb Southern blot 6e3 mnoTepu

CIIOCOOHBI
KJIMHAYECKOHN JlOCTOBEPHOCTH.
PesysbTaThl CpaBHUTEJIbHBIX
Hccjaen0BaHUN 2018-2022 ro/ioB
CBU/I€TEJIbCTBYIOT, YTO IPU KOPPEKTHOMU
Basnpanuun  TP-PCR  peMoHcTpupyet
YyBCTBUTEJNbHOCTb CBbIlle 99% pausa
BbISIBJIEHUS] MOJIHOW MyTalldH, OJHAKO

BOIIPOCHI KOJINYEeCTBEHHOM OLLEHKH

MeTHUJIMPOBaHUSA U JleTeKLUU
HHU3KOYPOBHEBOW MO3aWKU TPEOBYIOT
JIONIOJTHUTEJIBHBIX ~ TOJATBEPKJAI0IINX

npoueayp. Takum o6pa3om, 06CyKeHue
TEXHOJIOTUM HEeU36eXHO BBIXOAUT 3a
pPaMKHM TeXHU4YeCKOWU 3P PEKTUBHOCTH U
3aTparuBaeT Nnpo6JseMy KJIUHUYECKOU
OTBETCTBEHHOCTH JlabopaTopuu. B aTom
KOHTEKCTEe KOMILJIEKCHAS JIHK-
JIMarHOCTUKA pacCMaTpUBaeTCs  Kak
CTaHJApPT NepCOHATM3UPOBAHHOM
MeJUIMHBI, rie
pe3y/IbTaT [JO0J/BKEH OBbITh HaNpPsSMYIO
WHTErpupoBaH B

AHAJIUTUYECKUH

reHeTU4YecKoe
KOHCYJIbTUPOBaHHUE.

C MeToA0JIOTUYECKON MMO3UIUU
KJII0YEBbIM 3JIEMEHTOM KOMILJIEKCHOH
JHUarHOCTUKH
OJJHOBpeMeHHas

ABJSETC
OlLleHKa JIBYX
napameTpoB — pa3Mepa CGG-noBTOpa U
CTaTyca METUJIMPOBAHHUS MPOMOTOPHOM
obsactu FMRI1. HMeHHO co4deTaHHe
3KCMAaHCUM U TUIEePMeTUJUPOBAHUS
NPUBOJUT K TPAHCKPUMNIMOHHOMN
WHAKTHUBAlUM FreHa YU CHUXKEHUI0 YPOBHS
6eaka FMRP, 4to mnartoreHeTuyecKku
00BSICHAET
noBeJleHYecKue HapylueHus. B psge

KJIMHHUKO-TEHETHUYEeCKHX I/ICCJ'IeﬂOBaHI/II‘/JI

KOIrHHUTHBHbIE H
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MI0Ka3aHO, YTO yPOBEHb METUJIMPOBAHHUS
KOppeJIMpyeT C TSHKeCTblo PpeHoTUNa U
BapuabeIbHOCTbIO KJIMHHUYECKOU
KapTHUHbl, OCOOEHHO y JKEHIIUH C
MO3aW4YHbIM pacnpezieieHUEM aJljiese.
CoBpeMeHHble MeTUJ-CielUUYECKUe

[TIP-noaxonb1 MM03BOJISIOT
KOJIMYECTBEHHO OLleHUBATb
MeTUJIMpOBaHUEe C BBICOKOM
pa3peuiamlield CHOCOOHOCTbIO, 4YTO B
nepcrneKTUBeE MOXeT 3aMeHHUThb
TPYAO0EMKUU Southern blot B

6OJIBIIMHCTBE KJIMHUYECKUX CIIEHapHUEB.
OfHaKo B c/lydasXx CJ0XKHOW MO3auKH
WJIU peJIKUX CTPYKTYPHBIX BAPUAHTOB X-
xpoMocoMbl Southern blot coxpaHsieT
JIMarHOCTHUYECKYI0 LIeHHOCTb KaK MeTO/
Bepudukanuu. JlMHaMHKa BHeJpEeHUS
HOBBIX TE€XHOJIOTUH CBUJETENbCTBYET O
IIOCTETNIEHHOM IepexoJie K aJrOpUTMy
«PCR-first», npu koTopom Southern blot
BBIIIOJTHSIETCS TOJIBKO npu
HeOOXOJUMOCTU yTOYHeHUsA. Takoi
HOJIXO/
JIMaTHOCTUKH M COKpallaeT BpeMs
NOJIyYeHUsl pe3yJsbTaTa, YTO O0COGEHHO

CHHKaAET CTOHMMOCTD

BaXKHO npu peHaTaJbHOM
TECTUPOBAHHUH. OZHOBpEMEHHO
BO3pacTaeT  poJb  JIabopaTOPHOro

KOHTPOJISl KAY€eCTBa, TOCKOJIbKY OLIMOKU
B WHTeprnpeTanuu
ajljlesied MOTYT NPUBECTH K HeBEepHOU
OLleHKe peNnpoAyKTUBHbIX pPHUCKOB. B
11eJIOM 00CyK/leHHe MOATBEPK/Ja€eT, UTO
ONTHUMAJIbHOM CTpaTeruerd OCTAETCA

MMOrpaHUYHbIX

rué6pusiHasi MoJieJib, 060 beJIuHsIoIIas

BBICOKOTIPOU3BO/IUTEJIbHbIE [T P-
MeTO/ bl 5 NoATBepXKAaro1e
TEXHOJIOTHH.

Ocoboro 06Ccyx/1eHUs

3acaykKMBaeT mnpo6JieMa MO3aWYHOCTH,
KOTOpasi BbISABJISETCA NMPUOIU3UTENBHO
y 10-40% mnauueHTOB C TOJIHOU

Volume 6 Issue 02, Part 2 February 2026

MyTaluen, B 3aBHCHUMOCTH oT
WCIOJIb3yeMOH MEeTOAUKH W TJIyOHUHBI
aHa/M3a. Mo3aulM3M MOXET KacaThCs
KaK pa3Mepa MOBTOpa, TaK U cTaTyca
MEeTUJUPOBAHUS, YTO CYLeCTBEHHO
YCA0XKHSET WHTepIpeTanuo
TP-PCR obsaslaeT

9YyYBCTBUTEJIbHOCTbIO K

pe3yJIbTaToB.
BbICOKOM

HaJIMYHIO0

OJJHAKO KOJIMYECTBEHHasl OlleHKa J0JIU
MyTaHTHBIX TpebyeT
CTAaHJApPTHU3UPOBAHHOM  KAJMOPOBKH.
HccnenoBaHus MocJaeHUX JIET

pacIIMpeHHOro  asJieJs,

KJIETOK

JIEMOHCTPUPYIOT,  4YTO
uudpoBou [1LP u
BbICOKOYYBCTBUTEJIbHbBIX
KOJIMYeCTBEHHBbIX METOJ0B MO03BOJISET
JIETEKTUPOBATh MYTaHTHble (QpaKLuu
Ha ypoBHe MeHee 10%, 4To paHee ObLIO
3aTpyAHUTeNbHO. C KIMHUYECKOW TOYKHU
3peHus
MO3auM4yHOCTH Ba)kHa /[Ji1 MPOrHo3a
KOTHUTUBHOI'O pa3BUTHS U
IJIAHUPOBAHUS obpa3oBaTesbHOMU
nojJiepkku pebénka. bosiee Toro, B
YCA0BUSAX MpPeHATaJbHOW AMArHOCTHUKHU
onpezesieHus
NpUHLMIIHATBHOE
NPUHATHU
pelieHn .

BHeJpeHHe

KOppeKTHast OLleHKa

TOYHOCThb MO3aUKH
npuobpeTaeT
3Ha4YeHHe npu
penpolyKTUBHbIX
CsiefoBaTebHO,
TEXHOJIOTHUS JOJDKHA BKJIIOYATb He

TOJIBKO

ob6cyxaeMast

aHAJIMTUYECKYIO
YyYBCTBUTEJIBHOCTD, HO 51
CTaHJApPTU3UPOBAHHbIE KpUTEPUU
VHTepnpeTanuu. B npoTuBHOM ciy4ae
BBICOKUU TeXHUYEeCKUU ypOBeHb
TEeCTUPOBAHUSA MOXET He
TpaHCHOPMHUPOBATHCH B KJIMHUYECKYIO
3pPEKTUBHOCTD.

Hakonen, kommiekcHaa JHK-
JMAarHoCcTUKa cuHapoma MaptruHa-beJsn

HNMeEET BbIpa*X€HHOe COIIMaJIbHO-
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3KOHOMHUYecKoe H3MepeHue. C yyéTom
Toro, 4yto FXS daBidgercd HauboJee
4acTOM HacJaeACTBEHHOM NPUYUHOU
VMHTEJJIEKTYaJIbHOW HEJJ0CTaTOYHOCTH,
paHHAA MoOJIeKyJispHas BepuduUKanus
JluarHosa N03BOJISIET CHU3UTDb
JIMarHOCTUYECKYI0 OJMCCel0, KOTopas B
Cpe/iHeM 3aHHMMaeT HECKOJIbKO JIET MPHU
OTCYTCTBUHU reHeTHUYEeCKOTO
TEeCTUPOBAHUS. JKOHOMHYECKHE
Mo/Jiesid, ony6/MKoBaHHble B 2019-2022
roZlax, yKasblBalOT, YTO BHeJ|peHUEe
MOJIEKYJIIPHOTO CKPUHMHTA y JAeTel ¢
HeOObSICHUMOMN 3a/lepXKKOM pa3BUTUA
ABJISIETCS 9KOHOMUYECKU ONpPaBAaHHbIM
3a CYET COKpallleHUs yucaa
JOMOJIHUTEJbHBIX o6celoBaHHU.
BoJsiee Toro, BbIsSIBJ€eHHE HOCHUTEJbCTBA
npeMyTalUH B ceMbe JaéT BO3MOKHOCTb
NpOBeJleHUs KacKaZJHOTO TECTUPOBAHUSA
v npodUIaKTUIECKOTO
KOHCYJIbTUpPOBaHUsA. TakuM 06pasom,
TEXHOJIOT U KOMIIJIEKCHOH JIHK-
JIMarHOCTUKWA BBIXOJUT 3a MpeJeibl
JlabopaTopHOU npoueaypbl 1’}
CTAaHOBUTCS UHCTPYMEHTOM CUCTEMHOM
NpodUITAKTHUKH. O6cyxaeHue
NO/ITBEPXK/IAeT, YTO Oyayllee pa3BUTHUSA
JlaHHOU o6Js1acTu CBSI3aHO C
aBTOMaTH3allMel aHa/u3a, [UPPOBLIMU
njaTdopMaMu
paciiupeHueM

NonyJIAMOHHOTI O

VHTepnpeTanyuu U
nporpamMmm
CKpUHUHTA. B
3aK/I04YeHHe ciefyeT OTMeTUThb, 4YTO
VHTerpauys MOJIEKYJSIDHOW TeHETHKH,

JIIMreHeTnu4ecKoro dHaJIn3a )51

dbopmupyer
HOBYI0O MoJeJib JUarHoctuku FXS,

KJIMHUYECKOH  OIleHKH

OCHOBaHHYI0 Ha NpUHIMIAX
JloKa3aTeJbHOH U
NepCOHaIM3UPOBAHHON MeJUIUHBI.
[IpoBeféHHBIN aHaJIMTUYECKUH
00630p U CpaBHUTeJIbHas  OIlleHKa
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TEXHOJIOTUH KOMIIJIEKCHOH JIHK-
JUArHOCTUKU CUHApPOMa JIOMKOH X-
XPOMOCOMBI
COBpeMeHHasi JiabopaTopHasi Mo/eJb
Jlo/bKHa 6a3MpoBaThbCs HA UHTErpaluu
MOJIEKYJIIPHBIX ©  3NUreHEeTHYeCKUX
MeTO0B uccaeaoBaHuss reHa FMRI.

KnroyeBbIM

MoATBEPNKAAKOT, qTo

JIMarHOCTUYECKUM
KpUTEpPUEM OCTAETCs KOJIMYeCTBEHHOE
onpegenenne ynucaa CGG-noBTopoB B 5'-
HeTpaHCAMpyeMOM 006J1acTU TreHa C
OLIeHKOH craTyca
METUJIMPOBAaHUS MPOMOTOPHOU 30HBI,

00s13aTeJIbHOU

NOCKOJIbKY HWMEHHO UX CO4YeTaHUe
dbopMHUpyeT NaTOTeHETUYECKYI0 OCHOBY
TPAaHCKPUMNIUOHHON HWHAKTUBAlUM U
aedunuyra 6eJiKka FMRP.
CpaBHUTE/NIbHBIA aHaAMNW3 MNyOJIMKaLUN
2015-2023 romoB IMOKa3bIBAET, 4YTO
repeat-primed PCR B koM6uHanuu c
KalnuJJISIpHbIM asiekTpodope3oM
BBICOKYIO
YYBCTBUTEJBHOCTb NPU  BbISIBJIEHUU
NOJIHOM MyTalM¥ ¥ NpeMyTaluH, TOTAa
kak Southern blot coxpaHsieT 3HaueHHe B
CJI0’KHBIX IMAaTHOCTUYECKUX CLieHApUSIX,
dbopMbl U

obecreunBaeT

BKJIIO4Yad MO3aHW4HbIE
dTHUIIMYHbIE aJlJIeJIN.

KommiekcHbit  anroputm «PCR-

first» c NOCJAeIYIOUIAM
O/ TBEPXK/EHUEM METHUJI-
cneudUIECKUMHU MeTOoJaMU WIN
Southern blot JleMOHCTPUPYET
ONTHUMaJIbHOE COOTHOILIIeHHE
aHAJIMTUYECKOH TOYHOCTH,

3KOHOMHYECKOW 11eJ1eCO000Pa3HOCTH U
BpeMeHU BBINOJHEHUSI HCCeJ0BaHUS.
YcraHosseHo, 4TO BHeJlpeHue
MHOTOCTYI€HYaTOro AUarHoCTUYECKOTO
MoJIx0/1a

BOCIIPOHU3BOAHUMOCTL Ppe3yJibTaTOB U

ITOBBIIIAET

MHHHUMHU3UPYET pUCK
JIO’KHOITOJIO?KUTEJIbHBIX WIN
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JIO)KHOOTPULIATENbHbIX  3aKJ/IOYEHUH, KOHCYJIbTUPOBAHUS. [lepcieKTUBBI
0COOEHHO MPHY NOrPAaHHUYHbIX 3HAYEHHU X JaJIbHEeUIIero pa3BUTUSA JIAaHHOM
qyucaa MOBTOPOB. Kpome TOrO, 00J1aCTH CBsI3aHbl C LM@PpoOBU3ALUEN
CTaHJapTHU3aLus J1abopaTOPHBIX VHTepnpeTalnuu pe3y/IbTaToB,
npoueayp U KaJIMO6pOBKa BHeJIpeHUEM KOJIMYeCTBEHHBIX METO/I0B
YyBCTBUTEJBHOCTH K MO3aUYHOCTHU OLleHKM  MEeTUJIUPOBAHUSA  BBICOKOU
SIBJIIIOTCSA 00513aTeJIbHBIMU YCJIOBUSMHU paspeuiawlen CIIOCOOHOCTH U
KJIMHUYECKOU IOCTOBEPHOCTH. pacuiMpeHreM  OporpaMM  paHHEro
Takum  o06pa3oM, TEXHOJIOTHUSA MOJIEKYJIIPHOTO CKPUHMHTA.
KOMILJIEKCHOH JHK-auarsoctuku COBOKYIIHOCTBb npeACcTaBJeHHbIX
CUHApOMA MapTtuHa-benn JaHHBIX MOATBEPXKAAET, 4TO
npeAcTaBaseT coboi Hay4yHO VHTerpanus reHeTUYEeCKUX,
0060CHOBaHHYO u KJIMHUYECKU 3MUreHEeTUYEeCKUX WU KJIWHHUYECKHUX
BaJIMIUPOBAHHYIO CHUCTEMY, napaMmeTpoB GOpMHpPYeT COBpeMeHHbIN
HalpaBJIEHHYIO He TOJIbKO Ha CTaHAapT JAWarHOCTUKH,
NO/ITBEPXK/IEHUE AMarHo3a y NnpobaHaa, COOTBETCTBYHO LA NPUHLMIIAM
HO U Ha peasu3anuio JloKa3aTeJIbHOU U
npoduIaKTUYECKOU CTpaTeruu B NepCOHAJIM3UPOBAHHON MeAUIAHBI.

paMKax ceMelHOTro reHeTHu4eCKOoro
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