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MEIUKO-TEHETHYECKUE
ACHEKTBI BECIUIOIHA

[onyapoBa H.H.", MaptbitknHa E.FO.7, Kasna4eesa T.B.", ApcnaHsH K.H.T,
Anamsr J1.B.", Kypuno J1.@.2, CopokuHa T.M .2, HepHbix B.b .2

" Kaghegpa penpogykTmBHOH MEANLYMHDBI U Xupyprum OITA0 MIMCY

Pestome: npeocmasneriv. pe3yavmanos Meouxo-
2eHemu1ecKo20 0ocnedosarus 304 cynpyiceckux
nap ¢ 6ecnnoouem (608 unousudyymos). Boiagnena
UACIOMA 2eHeMUMECKUX AHOMANULL, NPeoCmas-
Jalena cmpykmypa becnnoous. I1posedén cpasHu-
MeNLHBUL AHANU3 08YX 2DYNN, 8 KOMOPbLe GO
Napvl ¢ MYHCCKUM U COUeMAMHHbIM OECNNI0OUCM.
Tpynno 66wt COPMUPOBaAIbL O PE3YbMAmam
JledeHus oecnaioous ¢ ucnonv3osanuem BPT. Boias-
J1erbl PaKmopbl, 00CMOBePHO GUAIOUUE HA
Hacmynaenue 6epemerHocni.

Knroueswie cnosa: becnnooue 6 opare, myxnccrkoe
becnnooue, couemarHoe 6ecniooue, Yumo2eHemu-
HeCKULL AHANUS, MONCK)TAPHO-2eHeMU1ecKoe ucce-
008aMUe, XPOMOCOMHbLE AHOMATIUUL, XPOMOCOMHBLE
sapuarmuot, BPT.

ecnnofue B 6pake — 0fiHa U3 HamMbOoNee BaXHbIX 1

CNOXHbIX MEANLMHCKNX, COoLManbHO-aeMorpacu-

4eCKMX 1 3KOHOMUYECKMX npobrem. Yactora
6ecnyiofHbIX 6pakoB BO MHOTUX CTpaHax Mupa Koneo-
netcs ot 8 no 29%. B EBpone 6ecnnogHbIMK ABNAOTCA
okono 10% cynpyxeckux nap, B GLLUA — 15%, B KaHage
—17%, nons 6ecnnofHbIX 6pakos Ha TeppuTopumn Poccun
Bapbupyet ot 8 1o 17,5%. becnnoaue kak counanbHas
npo6siema 4acto ABAETCA MPUYMHONA NMOTEPU UHTEPECA K
XKN3HKW, paboTe, Pa3BUTMS TXKENbIX NCUXOCEKCYanbHbIX 1
3MOLIMOHANbHBIX paccTpoiicTs [1,2].

CoBpemMeHHas anarHoctuyeckas 1 Jieqye6Hast MOMOLLb
npu 6ecnioguu OMNMPaeTcsl Ha OCHOBOMOJararLLme
JOCTUXEHNs B 06/1aCTW PEnpOoayKLMK, K KOTOPbIM OTHO-
CATCA: pacMppPOBKa MeXaHU3MOB rOPMOHAmNbHOW pery-
NAuUMKM  PenpopyKTMBHOTO MpoLecca, YnbTpasByKoBas
ANarHoCTUKA, 3HAOCKOMMYecKas Xupyprus, Bcnomora-
TefbHble PenpOoAyKTUBHbIE TEXHOMOMU. TeM He MeHee, B
8-10% cnyyaeB yCTaHOBWUTb MNPUYMHY OGecnioaus He
NpeLCTaBseTcss BO3MOXHbIM, 4TO CBA3AHO C 60/bLINM
YMCNIOM  Pa3HO06pPAa3HbIX (PAKTOPOB, BIIMAKLWMX Ha
penpomyKTUBHbIA npouecc [2,3,4]. Mo JaHHbIM HEKOTO-
PbIX aBTOPOB, Ha [0NK0 MAMONATUHECKOro Gecnnoams y
MYXX4uH npuxoautes 1o 30% cnyyaes [5]. X cBA3bIBatOT
C eLLE HeJOCTAaTOYHO U3Y4YEHHBIMW FEeHETUYECKUMU acrek-

Tonuaposa H.H.  goncharova.nn@rambler.ru

2 Mepguxo-renernyeckmii Hay4Hbii 4enTp PAMH (MockBa)

Tamy perynauuiM cnepmaroreHesa [5], onpegenéHHas
[0NA Cly4aeB MOXET OTHOCUTbCS K NaTosiorn Memosa,
HapyLeHWo AndepeHLNpPOBKA 1N CO3PEBaHKA crnepma-
TWUA B 3PEJTYI0 NOMOBYH KNeTKy 1 ap. [4]. Ho npu ucnonb-
30BaHUM B [AWArHOCTUKE MOJIEKYNSAPHO-TEHETUYECKIX,
MOMEKYNAPHO-LNTOreHETUYECKUX,  ANEKTPOHHO-MUKPO-
CKOMUYECKUX METOJ0B 4acTOTa BbIABIIEHWA HAPYLLIEHMWIA
PEnponLyKTUBHON  (DYHKLMUM  TEHETMYECKO Npupofbl
3HAYUTESIbHO BO3PACTAET.

Llenb Hawero nccnefoBaHns — yTO4HEHUE CTPYKTYPbI 1
OnpefefieHne poau  TeHeTUHecKUX HapywweHWid npu
6ecnnoaum.

MarepHajabl H METOABI

B uccneposaHue BktoveHo 608 venosek: 304 cynpy-
Xeckue napbl ¢ 6ecnnoguem. Kputepuu BKITHOYEHUS:
CYNpY>XecKune napbl ¢ MY>XCKUM UMK YKEHCKUM 6Gecniio-
AVEM; CYNPYXecKue napbl ¢ COYETaHHbIM GECnNoAneMm.
Kputepnu UCKNIOYEHMS: 310KA4eCTBEHHbIE HOBOOOPA30-
BaHWS; TsHKeNas 9KCTpareHmTanbHasa natonorus; Hanu4ne
MCUXNYECKNX 3a60S18BAHMWIA.

CpenHuii BO3pacT MyX4uH coctasun 35,3+6,6 ner,
CPeaHunin BO3PACT XeHLKnH — 32,1+5,7 roga. Mpoaomku-
TenbHOCTL 6ecnnoama — 5,3+3,8 roga (min — 1 rog, max
— 20 net). [ona naumeHToB C NepBUYHbIM GECMNOANEM
coctasuna 77,6% (MyX4uH — 82%, XeHWwuH — 72%), ¢
BTOPUYHLIM — 22,4% (MY41H — 18%, XEeHWUH — 28%).

Bcem naumeHTam Obifl MPOBEAEH LMTOrEHETUYECKMiA
aHanu3 no numdoumntam nepudepnyeckon Kposu, Kynb-
TUBUPYEMBIX B YCITOBUSAX iN Vitro, B COOTBETCTBUM CO CTaH-
OapTHOW npoueaypoir. MccnenoBaHue nNpoBOAMANM Ha
npenaparax metaasHbIX XPOMOCOM, KOTOPbIE FOTOBUN
Mo 06LLENPUHATOMY MeToy. Pe3ynbTaThl LUTOreHeTUYec-
KOro 1cCrnefoBaHns npueefieHbl cornacHo MexayHapos-
HOM CUCTEME HOMEHKMATypbl LMTOreHETUKN YerloBeka
(ISCN, 2005). Mpu noOJO3peHNM Ha MO3auLN3M  Kak
MY>XHUHAM, TaK W KEHLLHAM NPOBOANAN MONEKYNAPHO-
LIMTOrEHETUYECKOE UCCNef0BaHNe NIUMAOLMTOB KPOBY
AN YTOYHEHUS TMPOLEHTHOTO COOTHOLUEHWUSI  NUHWIA
KNETOK.

13 o6Lienn rpynnbl CynpyXeckux nap, npoLuemLnx
LMTOreHeTnYeckoe obcnenoBaHue, 6bina BbigeneHa 161
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AKYHIEPCTBO « TTHEKOAOTIT' 1A « PETIPOAYKIIM A

CYMpY>eckas napa ¢ CO4eTaHHbIM UM MY>XCKUM (PaKTo-
pom 6ecnnoams. 3Tu napbl 6bINKU NONHOCTBIO 06CNE0-
BaHbl W MPOLLSN JIE4eHNe B CNeLNanin3npOoBaHHbIX KINNHKI-
Kax cucnonb3oBaHuem BPT. [IpoBeaeHO 0IHOMOMEHTHOE
PETPOCNEeKTMBHOE UcCnefoBaHue. Cynpyxeckue napbl
Obln pasfeneHbl Ha ABe rpynnbl: rpynna 1 — 6epemeH-
HOCTb HacTynuna u gnunaco 6onee 12 Hepf. (68 cynpy-
XKECKUX nap), rpynna 2 — 6epeMeHHOCTb He HacTynuia
unu npepsanacb [0 12 Hef. 6epemenHoctu (93 cynpy-
)Keckme napbl). [laHHble 0 naymeHTax BHOCUINCH B CreLy-
anbHO pas3paboTaHHyto Tabnuuy, KOTOpas BK/Yana B
cebs 132 napametpa. CTaTUCTUYECKYHD 006paboTKy
PEe3ynbTaToB MCCNEefOBaHUA NPOBOAUAN C MOMOLLbIO
naketa npuknagHblx nporpamm Statistica 6.0. Ctatuctu-
4ECKUI aHaNM3 AaHHbIX BK0YaN OLEHKY (hopMbl pacnpe-
[eNneHns npusHaka no kputepusm Konmoroposa-Cmup-
HoBa. [ockonbKy pacnpeaeneHue NPU3HaKOB OTANYAN0Ch
0T HOPMa/IbHOT0, 6bIK UCMOJTb30BAHBI HEMapameTpuyec-
Kne MeTogbl: Kputepun MaHHa-YuTHU ANd  OLEHKU
MEXTPYNnoBbIX Pasnuyuii, paHrosas koppensaums Cnup-
MeHa AN OLUEHKW CWUMbl CBA3UM MEXAy W3y4aembIMU
thaktopamu. OueHka BAWSIHUS pasHblX (DAKTOPOB Ha
ycrnex HacTynieHus 6epeMeHHOCTU Oblnia NMpoBefeHa C
MOMOLLIbK0 MHOTO(DAKTOPHOIO PerpeccUoHHOro aHanuaa.

Pe3ynabrarsl HCCIEZOBAHUA

06cnenosaHo 608 yenosek ¢ 6ecnnoguem (304 cynpy-
Xeckue napbl). 06LUas 4acToTa BbISBIEHHLIX XPOMOCOM-
HbIX aHomanuii coctasuna 1,3% (8 4enoBek), Ux HUX
OblJ10 BbISIB/IEHO PaBHOE KOMIMYECTBO YMCIIOBBIX U CTPYK-
TYPHbIX XPOMOCOMHbIX aHomanuii (no 0,65%). Cpeau
4YUCIOBbLIX XPOMOCOMHbIX abeppaLmii onpegeneHbl: CUHA-
pom KnaiHdenstepa nonHas 1 mosanyHas dopma (2
cnyvas — kapuotunsl 47, XXY n 46,XY/47,XXY), mosany-
Has chopma MOHOCOMUM Xpomocombl X (1 cnyvan —
46,XX/45,X), Mmo3anyHas copma cuHgpoma Tpunno-X (1
cnyyait — 46,XX/47,XXX). Cpen CTPYKTYPHbIX aHOManuii

ObININ BbISABNEHbI COANAHCUPOBAHHbIE TPaHCoKaUuuu ¢
BOBJIEYEHMEM KaK ayTOCOM, TaK 1 MOJIOBbIX XPOMOCOM:
kapuotun 46,X,t(20;Y)(p13;q11.21) u 46,X,-Y,der(22)
t(Y;22), aTakxe nusepcum: kapuotun 46,XX,inv9(p12,p24)
n 46,XVY,inv7(p22, q21).

B 2% cny4aes (12 4yenosek) npw UCcrefoBaHUmM Kapu-
oTMNa ObiNM  BbIAB/IEHbI XPOMOCOMHbIE  BapWaHThI,
CBS3aHHbIE C YBENNYEHNEM TeTepOXPOMATUHOBbLIX paiio-
HOB XPOMOCOM WU WHBEPCUEA OKONOLEHTPOMEPHOIO
retepoxpomatuHa: 46 XX, 21 ps+; 46, XX, 21 pstr+; 46,
XX, 9 ph; 46, XY (Y 6onbwe N); 46, XY sgh-; 46, XY, 13
cenh; 46, XY qh+; 46, XY, 22 ps+; 46, XY, 15 ps+.

Mpu cpaBHEeHWUU ABYX rPynn CYNPYXXecKux nap ¢ coye-
TaHHbIM N MYXCKUM 6eCrioanem, y KOTOPbIX B Pe3yrb-
TaTe NieveHns ¢ npumeHennem BPT Hactynuna (rpynna )
1 He HacTynuna (rpynna ll) 6epeMeHHOCTb, CTaTUCTUYECKM
3HAYMMbIX PA3NIMYMA MO BO3PACTY MYXKHWUH U XKEHLLMH,
NPOAOMKUTENbHOCTM 6eCnNoAUs B 3TUX rPynnax BbisiB-
NeHO He O6bIN0. XapakTepuctuka rpynn no Bo3pactam
npeacTasneHa B Tabnuue 1.

CpepHsas npoaomKUTeNbHOCTL 6ecnnoaus B NepBoii
rpynne coctaeuna 5,2+3,5 net, B0 BTOPOI — 5,5+3,9 ner.

B rpynne, roe 6epeMeHHOCTb HacTynuna, npeobna-
[ano nepeuyHoe 6ecnnoane — 75%, BO BTOPO rpynne
NepBuUYHOE 1 BTOPMYHOE 6Gecnyiogue pacnpepesinnoch
npakTuyecku noposHy: 49,5 1 50,5% COOTBETCTBEHHO.

®akTopbl Gecnnogus B rpynnax MpencTaBlieHbl B
Tabnuue 2. Konn4ectso nap ¢ My>Xckum 6ecnnogmem u
COOTHOLLIEHME (DaKTOPOB XXEHCKOro 6ecnnoams B napax ¢
COoYeTaHHbIM 6ecnnofnem NPakTUHeCKN He OTIMYANUCh.
MckntoyeHne coctaBui OAWMH nokasaTenb. Bo BTopoid
rpynne B 1,7 pa3a 6b110 60/IbLLE XEHLLUWUH C 3HAOMETPU-
030M.

B cTpyKType nato3o0cnepmMnm y My>XHiH Kak B NepBoi,
TaK 1 BO BTOPOIA rpynne npeobnajana acTeHoTepaTo300c-
nepmus, fanee CrefoBanu: asoocnepmus, acTeH0300C-
nepmus 1 Teparoszoocnepmus (cm. puc.1).

JKeHLLUHbI MyXu4uHbl
Mpu3nak
rpynna | rpynna ll rpynna | rpynna ll

CpeqHuit BO3pacT 30,3 32,1 34,8 35,3
MuHUManbHbINA BO3pacT 22 21 24 21
MakcumanbHbIn BO3pacT 39 47 49 56
CTaH[apTHOE OTKNOHEHNe 4.4 5,7 54 6,6

U kputepuin

(KpI[/)ITepI[/I)VI MaHHa-YuTHm) p=0.07 (p>0.05) p=0.81 (p>0.05)

Tabauna 1. BospactHas xapakrepucTHka 00CIEI0BAHHBIX IPYIIL.

Ipynnal

Ipynna ll

XeHckuit thakTop coyeTaHHoe 6ecnnopue

MYXCKO# (haKTop +

MyXckoe 6ecnnoaue

coyeTaHHoe Gecnnogue
MyXckoe 6ecnnoaue
MYXCKOW (hakTop +

N6 4117%
JHJO0KPUHHOE Becnnoamne 27,9%
dHOOMETPKO3 14,7%

43%
26,9%

34,4%

24,7%

Taomuua 2. GakTopsl OecIUIOaNs B UCCIEAYEMbIX TPYTIax.

[aHHas MHTEPHET-BepCUA CtaTbn Oblna ckayaHa ¢ canta http://WWW.gyﬂ.SU . He npegHa3Ha4YyeHo ans UCnonb3oBaHUA B KOMMEPYECKUX Liensax.

MHdopmauuio o0 penpuHTax MOXHO NOMy4uTb B pedakummn. Ten.: +74956495495; an. noyta: info@irbis-1.ru . Copyright © 2012 UspaTtenscteso MPENC. Bce npaBa oxpaHAOTCS.

This article has been downloaded from http://gyn.su . Not for commercial use. To order the reprints please send request on info@irbis-1.ru . Copyright © 2012 IRBIS Publishing House. All right reserved.


http://www.gyn.su
http://www.gyn.su
http://www.gyn.su
http://www.gyn.su
mailto:info@irbis-1.ru
mailto:info@irbis-1.ru
mailto:info@irbis-1.ru
mailto:info@irbis-1.ru
http://gyn.su
http://gyn.su
http://gyn.su
mailto:info@irbis-1.ru
mailto:info@irbis-1.ru
mailto:info@irbis-1.ru
mailto:info@irbis-1.ru

AcTeHoTepaTozo-
ocnepmua
64%

pynnal

Azoocnepmua
22%

PucyHnok 1. ®opmbl 1aT0300CIepMHUU B Ipymniax.

AcTeHoTeparoso-
ocnepmma
69%

Tepatoso-
ocnepmua

Tpynnall

_Asoocnepmun
21%

Teparoso-
___ocnepmua
4%

ActeHoso-
ocnepmua

6%

XpomocomHble abeppauum

Ipynnal

Tpynna ll

MYX4HUHbI

XEHLLUHDBI

MYX4UHbI

XEHLLUHbBI

Hucnosble XA

46, XY/47, XXY-b |

46,XX /47 XXX =B Il

nostopa B reHe AR

CTpyKTypHble XA (MHBEp- 46,XY,inv 7(p22, q21) 46,X,1(20;Y)(p13;q11.21) | 46,XX, inv 9 (p12, p24)
CUW 1 TPaHCoKaLum)
XpPOMOCOMHbIE BapuaHTbl 46, XY sgh- 46, XX, 21 pstr+ 46, XY gh+ 46, XX, 21 s+
46, XY, 22 s+ 46, XX, 9 ph 46, XY, 15 ps+ 46, XX, 21 pstk+
46, XV gh+ 46, XY, 13 cenh 46 XX, 21 ps+
46, XY (Y>N)
MyTauum B reue delF508 -6 | 5T(IVS8-5T) -bB Il
TpaHcMeMOBpaHHOro pery-
NATOPHOr0 6enka Myko- 5T(IVS8-5T) - b1
BUCLMA03a
Mwukpogeneuun B nokyce AZF-c-b 1
AZF xpomocombl Y
Ananus pnunsl CAG 27(CAG)-b | 28(CAG)-b

Ta6auna 3. CTpyKkTypa XpOMOCOMHBIX abeppaiinii B HCCIEAYEMbIX TPYIIIaX.

Mpn TsHKENOW bopMe NATO300CMEPMUM Mbl MPOBO-
OUNN - MONEKYNAPHO-LMTOreHETUYECKNE WUCCNel0BaHmus
nosioBbIX KNeTok. My>x4nH ¢ azoocnepmuein o6cnefoBanu
Ha Hann4yue MUKpoZeneunii B nokyce AZF xpomocomsl Y,
Ha HaNM4ne MyTaLmMid B reHe TPaHCMeMOPAHHOI0 peryns-
TOpHOro 6efika MyKOBMCLMA03a, MPOBOAWIN aHANN3
anuHbl GAG nosTtopa B reHe AR. Pesynbtathl 06Cne1oBa-
HUS npuBefdeHbl B Tabnuue 3. YacToTa BbISBNEHHbIX
MWUKPOAENELMIA NIV FTEHHbIX HAPYLLIEHWIA B TPYMNE MYXY4UH
C TAXENbIMM popmamu natosoocrepmun (31 4enosek)
cocrasuna 16%.

Bce cynpyxeckne napbl NpOXoAnN Jie4eHne B crewm-
ann3npoBaHHbIX KIIMHMKAxX ¢ ucnonb3oBaHnem BPT. Mo
MOKa3aHWAM MPUMEHSANN pa3finyHble MEeTObl JIeYeHUs.
HekoTopble Napbl UMENN Mo HECKOSbKO MOMbITOK KCTpa-
KOpNopanbHOro OMJI0A0TBOPEHMA WU UCKYCCTBEHHOIA
WHCEMUHALWK, ANd aHanu3a MUCnonb30BaHbl Pe3ynbTaThl
nocriegHero npoTtokona. B Tabnuue 4 npencTaBneHbl
CTIONb30BAHHbIE METOAbI JIEYEHUS B Fpynnax.

Wcnonb3o0BanHble Ipynna | Mpynna Il
METOfibl
9KO0 14,7 7,5
9KO + ICSI 47 48,3
9KO + ICSI + TESE 6,3 43
9KO +ICSI + AC 5 2,1
9KO + [AC 8,8 6,4
KpuonepeHoc 19,1 19,4
KO + IMSI - 1
9KO +04 - 1
nica - 43
nro 1 4

Ta6anna 4. Hactynnenne 6epeMEHHOCTH B 3aBUCHMOCTH OT
HCIIOJIb30BAaHHBIX METOJIOB BCIIOMOTATEIEHON penpoyKimy, %.

MpU  PerpeccMoOHHOM MHOrO(HAKTOPHOM — aHanuse
BNUSHUS Pa3NUyHbIX (DAKTOPOB Ha HacTynneHue 6epe-
MEHHOCTY B UCCNelyeMOi rpynmne Gbina nonyveHa sHadu-
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AKYIITEPCTBO « THMHEKOAOI'IA « PEITPOAYKIIUNA

maa wmogenb: %2=9,428; p=0,00065. BbisiBNEHO, 4TO
OOCTOBEPHO BMWSET HA HACTynneHue 6epemMeHHOCTM
OTCYTCTBME B aHaMHe3e Y >KEHLUH BOCMaNNUTEeNbHbIX
3a60eBaHmnii opraHos manoro tasa (p=0,002; p<0,05) u
nepsudHoe 6ecnnogue (p=0,007; p<0,05), T.e. BepoAT-
HOCTb HACTynneHns 6epeMEHHOCTW Y nap C MepBUYHbIM
6ecnnoamem 6bi1a 60s1ee BbICOKOW, 4eM Yy nap ¢ BTOPUY-
HbIM 6eCrnogunem.

OO0cy:KIeHHuE Pe3yIbTaTOB

B cTpykType 6ecnnogHoro 6paka Ha [0 MYXCKOro
6ecnnoaus npuxoautcs g0 50% cnyyaes, n3 Hux 30% —
napbl TONbKO C MyXXCckum 6ecrnnogmem, 20% — napbl €
co4eTaHHbIM 6ecnniognem [2,7]. B Hawem nccnenoBaHnm
co4yeTaHHoe 6Gecnnoaue BCTPETUNIOCL B 62% Cry4aes,
13051MpOBaHHOE My»cKoe Gecnnogune — B 38% cnyyaes,
YTO HECKOMbKO OTMNYAETCS 0T NNTepPaTypHbIX AaHHbIX.
Mbl CBSi3blBaeM 370 C HEOOSNbLUMM YUCNIOM BbI6OPKU —
161 cynpyxeckas napa.

[lons nauueHToB C nepsBuYHbIM GecniogmemM cocTa-
BuUna 77,6%, [0NS NauneHToB C BTOPUYHbIM GECnyiofnem
— 22,4%, 4TO CpPaBHUMO C [aHHbIMU JpYrux uccnenoBa-
HURA, rae nepBuYHOE GeCnnofimne y My>XX4iH BCTPeYanoch B
67-71%, BTOpU4HOE — B 29-33% crnyyaes [7].

[0 [aHHbIM NUTEPaTypbl, YacTOTa TrEHETUYeCcKUX
AHOMaIIA Yy NALWNEHTOB C HapYLLUEHUEM PEnpoLyKTUBHO
(pyHKUMM B cpefHem He npesbiwaetr 10% [2,6,7,8]. B
HaLLeMm UccnefoBaHMn 4acToTa XpOMOCOMHBIX abeppaunii
y 304 nap ¢ 6ecnnoguem (608 4enosek) coctasuna 1,3%.

B 2% cry4aes nmpu nCCrefoBaHUM Kapuotuna Ml
BbISIBU/IN XPOMOCOMHbIE BapuaHTbl (YBESIMHEHUE OKOJIO-
LLlEHTPOMEPHOro reTepoxpomatiHa). Hecmotps Ha TOT
(hakT, 4TO B HOMEHKNATYPe LIMTOrEHETUKN XPOMOCOMHbIE
BapWaHTbl PaccMaTpyUBatOTCs Kak 0CO6EHHOCTU HOpMarb-
Horo kapwotuna (ISCN 2005), B nuTepaTtype OcCTaércs
OTKPbITbIM BOMPOC O BAUAHUM XPOMOCOMHbIX BapUaHTOB
Ha PenpomyKTUBHYI OyHKUMIO. I3BECTHO, 4YTO yBENNYe-
HUE OKOJIOLEHTPOMEPHOr0 reTepoxXpomMatiHa BCTpeya-
eTca B 06LLel nonynsauum B 4% cnyyaes, a B Cynpy>eckux
napax ¢ HapyLeHnem penpoayKTUBHON yHKUMN — B 20%
cny4aes [2,9].

bonbluyto 4acTb XpOMOCOMHbIX abeppaumnii (XA) y
YKEHLLWH ¢ 6ecnnogmem coCTaBasoT YNCoBble XA: CUHJ-
pom LLlepewesckoro-TepHepa (kapuotun 45,X, perynsap-
Has dhopma) unm Mo3amyHas popma MOHOCOMMI XPOMO-
combl X. Hamu Gbinin BbIfiBIIEHbI: 1 Cyyail M0o3an4Hoii
bopmbl MOHOCOMUM XpoMocoMbl X 1 1 cny4ai mo3amy-
HOM popMbl cuHApoma Tpunno-X. 1o AaHHbIM nuTepa-
Typbl, 4ucnosble XA pocturator 70% 0T BCero 4ucna
XPOMOCOMHOW MaToNIOrMN Yy >KEHLUMH, CTPYKTYpHble —
30%. CTpyKTypHbIe XA 06bI4HO NPEACTaBNEHbI PO6EPTCO-
HOBCKUMU 1 PELMNPOKHBIMU TPAHCNOKALNAMMU N UHBEP-
cnamMm xpomocom [6]. Y HocuTenel nocnegHUx Het
KaKUX-Nnb0o KNUHUYECKUX NposiBneHnit. OfLHaKo cyLecT-
BYET onpeaenéHHbIN PUCK BO3HUKHOBEHUS XPOMOCOMHbIX
aHOManuin ans ux noToMcTaa.

Bonpoc reHHbIX MyTauuii, NPUBOAALLMX K HAPYLLIEHUIO
PENPOAYKTUBHOM (DYHKLUMU Y JKEHLIWH, A0 KOHLUA He

CCNEJ0BaH M B HACTOALLEE BPEMS NPOAOKAETCA ero
13y4eHue [6].

Cpeau MyX4uH ¢ 6ecnnoanem 0CHOBHAs 40N XPOMO-
COMHOI naronoruu npepcrassieHa 4ucrosbiMn XA (L0
66%). B yacTHoCTW, [ON1A NALMEHTOB C CUHAPOMOM Knai-
H(penbTepa, CBA3AHHLIM C TMOSBJIEHWEM B KapuoTune
JOMONHUTENbHON  X-XpomocoMmbl  (Kapuotun  47,XXY),
coctaBnset 7% u gocturaet 15-20% B rpynne naumeHToB
¢ azoocnepmueit [6]. Mbl BbIIBUNN MO3anyHyt0 dhopmy
cuHapoma KnaiHdgenstepa y 0AHOMO naumeHTa ¢ asooc-
nepmuen (oauH cnyyam Ha 304 nuamemayyma). B o6ulei
nonynauMmM 4actota 3TOr0 CuHApOMa cocTaBnseT 1
cnyyan Ha 500-800 HOBOPOXXAEHHbIX Manb4YnUKOB.

MNopasnatowas 4actb  CTPYKTYPHbIX MEpecTpoek
XPOMOCOM Y MauyUeHTOB C MY>XCKUM Gecniogmem Hesic-
HOr0 reHesa npefcTaBieHa PO6GEPTCOHOBCKOW TPaHCNO-
Kauuei ManblX akpoLEHTPUYECKNX Xpomocom — 13 n 14,
T.6. Kapnotunom 45XY; der(13;14). B meHblem yucne
CNnyvaeB B CTPYKTYpHble abeppauun BOBMEYEHbl XPOMO-
combl 1, 5, 15, 21, 22, Y. 370 6bI10 NOATBEPXKAEHO W
JAHHbIMU HALLIEro MCCNefoBaHWs, rAe Mbl BCTPETUMM
CTPYKTYPHbIE MEpecTponkn 22 n Y-XpOMOCOMbl, 4TO
coctasuno 0,5% cnyyaes.

Mo paHHbIM NMTepaTypbl, Npu asoocnepmun 6osee
17% naumeHToB fBNAtOTCA HocuTenamn XA [6,7,10]. C
LLeSIbi0 BbIABNEHNS MUKDPOLESIELUA U TEHHbIX MyTaLuuii
HEKOTOpbIM nauueHTam (31 MyX4nHa) C TKENbIMU
tbopmamu naroszoocnepmun 6Gbisi NPOBEAEH MOJEKY-
NAPHO-TeHeTMYecknin aHann3 nokyca AZF, reHa CFTR u
CAG-noBTOpa reHa aHaporeHoBbIx peuentopos (AR).

Mytauun B reHe CFTR n mukpoaeneuumn B nokyce AZF
Y-XpOMOCOMbI MOTYT ABAATHCA MPUYMHOA HEKOTOPbIX
thopm aszoocnepmun UK ONNrO300CMNEPMUAN U Mepena-
BaTbCA N0 HacneacTsy. VI3BECTHO, YTO CPean MYXYMH C
oecnnoamem Kak MyTauuu reHa CFTR (koaupyeT cneuu-
aJbHbI TPAHCMEMOPAHHBIA PErynsTOPHbIA 6eM0K MYKO-
BMUCLMAO03a), TaK U ST-annenbHblii BapuaHt reHa CFTR
BCTpeyaroTea B 1,5-2 pasa vauye, 4em B nonynauum [11].
HacTota HOCWUTENbCTBA ANA OTAENbHbIX MyTaUWid reHa
MYKOBUCLMAO3a Y MYXYUH C Gecnnogmem cocTaBnser
12%. Hamu 661111 BbISIBNEHbI CHEAYIOLLME MyTaLWK B FeHe
CFTR y myxuuH: delF508 n 5T(IVS8-5T), 4to cocTaBunio
6,4% cny4aes.

B nokyce AZF Y-xpomM0COMbI JIOKann30oBaH psfi reHos,
Y4aCTBYIOLLMX B Perynsuuu cnepmaroresesa. B nurepa-
Type onpefenieHa ponb Mukpogeneunin AZF a,b umm ¢ B
3TUOMOMI HapyLUeHNs (DEepPTUNILHOCTY U CepMaToreHesa
Yy MYX4UH ¢ KapuoTtunom 46,XY, nato3oocnepmuen u
oecnnognem [12]. Yactota Mukpopeneuuin a,b,c
AZF-nokyca cnefytoLyas: MUKpOLeSieunss B CyOperuoHe
AZF ¢ - BbisiBnseTcs B 75-80% cny4aes; B CyOpermoHax
AZF b+c — 20-22%; B cybpernone AZF a — 3-5% crnyyaes.
IMpn azoocnepmun BbisBREHO 12-15% MYXUYUH C MUKPO-
neneuusmu B nokyce AZF, npu meHee Tskenon hopme
natosiormn cnepmaroreHesa (onurosoocnepmuun) — y
8-10% wmyxuyuH [5,12,13]. B Hawem wuccnegoBaHuu
BbIABNEHO 3,2% Mukpoaeneunin B cybpernoHe AZF ¢y
MYXX4IH C a3o0crnepmueit.
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Momumo AZF-permoHa xpomocombl Y ¢ 6ecnnoguem
CBA3aH NONMMOPCIM3M MHOrOYMCIIEHHbIX TPYNN TeHOB
CNepmaToreHesa, noKann3oBaHHbIX B MHbIX PErnoHax
APYrux XpoMOCOM. B TedeHue nocnegHux Tpex neT
yOanocb OnpefenuTb CBA3b C MYXCKUM Oecrninofnem
cnepytowmx reHos: MTHFR, SHBG, Piwi, CYP19A1, HKO,
GSTM1, Bcl2, ESR1, ESR2, TNP1, SOHLH1, EPPIN,
GSTT1, TSSK6, TSSK2, MDR1, MSH5, MLH3, HZ2BFWT,
PACRG n FASLG [14-25].

Ewwé oqHmm 13 hakTopoB MYXXCKOro 6ecnnoams sBns-
eTCS HapyLleHne ropMOHaNbHO pPerynauuu cnepmarore-
He3a, KN04YeBYI0 POJib B KOTOPOM MIPAOT MYXXCKME NoJI0-
Bble TOPMOHbI — aHAPOreHbl. OHW B3aUMOAENCTBYIOT CO
CneunguyeckuMn aHaPOreHoBLIMU peLenTopamm, onpe-
Jenss pasBuTe MyXCKIX NONOBbIX NPU3HAKOB U aKTWUBU-
pys crepmaroreHes. [ns reHa aHApOreHOBbIX PeLenTo-
poB (AR) xapakTepHO Hanuyue MocnefoBaTesibHOCTH
noBTopoB CAG, KOIMYECTBO KOTOPbIX MOXET 3HaYNTENBHO
BapbupoBatb (0T 8 Ao 25). [loka3aHo, YTO yBeNM4eHMe
konuyectsa CAG-noBTOPOB B peLentopax (>26) CHuKaet
X aKTUBHOCTb U MOXXET NPUBOAMTbL K HAPYLUEHMIO crep-
maroreHesa. B Halwem nccnefoBaHum yBeM4eHNe LJIHbI
CAG-noBTopa B reHe AR BbIIBNIEHO Y ABYX MaLMEHTOB
(6,4%) ¢ nepBMYHbIM Gecnnogmem: y naumeHTa ¢ asooc-
nepmuenn (27(CAG)) n y naumeHTa ¢ acTeHo300cnepMuen
(27(CAG)).

3akIroyeHue

Takum 06pasom, UCnonb3oBaHNe B ANArHOCTUKE MoJie-
KYNSIPHO-TEHETUYECKUX,  MOMEKYNAPHO-LUTOreHETNYEC-
KX METOA0B 3HAYMTENbHO MOBbILLIAET YACTOTY BbIsBIE-
HUA HapyLeHUA pPenpoayKTUBHOW (PYHKLMW FeHeTu4ec-
KOW Npupofpl. 3TO CNeayeT y4MTbiBaTh NPU MCCNEA0BAHNN
NPUYUH Gecnioaus B Cynpy>eckux napax, 0CO6eHHO ¢
MANONATUYECKUM BECNIOAUEM.

PesynbTaThl  Hawero MCCReaoBaHus
cenatb CneaytoLLe BbIBO/bI:

Nno3BONIAIOT

JIareparypa:

PENnpOAYKTUBHON  CUCTEMbI.

B cTpykType GecnnofgHoro 6paka
nepsn4Hoe 6ecnyiogue (8o 77%).

lMpn coyeTaHHOM GeCnioOAnn CpPean XeHCKUX ghakTo-
POB Ha NepBOM MeCTe CTOWUT TPYGHO-MEPUTOHeasbHbIN
thaktop (8o 43%), Ha BTOPOM MeCTe — 3HOOKPWHHOE
6ecnnoamne (po 30%), Ha TpeTbem — 3HAOMETPUO3 (L0
25%).

B CcTpykType nato3o0CcnepmMui Cpean MpUYmMH MYXC-
Koro 6ecnsiofms npeobnagaet acTeHoTepaTo300Ccnepmus
(B0 65%).

HacToTta reHeTMHeCKUX HapylweHuin B 06LLei rpynne
(608 venosek) coctasuna 1,3% (XpoMOCOMHas natosio-
rns); NpU AONONHUTENBHOM MOJIEKYNAPHO-TEHETUHECKOM
o6cnenoBaHum 31 MYXYMHbI C TSXENbIMU  popmamu
nato300CnepmMum, NpPenMMyLLeCTBEHHO C a300CnepMuen,
BbISIBJIEHO 5 Cry4aeB (16%) reHHbIX HapyLUeHWiA.

CoBpeMeHHble MeTOfbl BCMIOMOraTebHOM penpoayk-
UMM NMOMOralT napam faxe C TAXENbIMU hopmamu
becniiofus, B TOM Yucne 06yCrIOBNEHHbIMU TEHETUYEC-
Kumu cpakTopamu, B npeogoneHumn 6ecnnoamns. OgHako
cneymanuctamM Heo6X0AMMO HEeTKO NMOHWUMATb, C KakKUM
TUNOM XPOMOCOMHbIX abeppauunii  OHU UMEKT [eso.
MauneHT JOSKEH MOMYYUTb KOHCYNbTALMIO MeOuLMHC-
KOrO reHeTMKa 0 pucke nepefadqn NMoToOMCTBY TeHEeTU-
4eCKOM NaTonorum, UMetoLLencs y pogurtens. B HacTos-
LLiee BPeMS B apCeHane CrneumanincToB UMETCs Takue
MEeTO[bl BCMOMOraTenbHON PENpPOAYKLUM, KaK 3KCTpa-
KopropanbHoe onsogoteopenne (3KO), mHTpaumron-
nasmarunyeckas MHbeKLus crnepmaro3omna B ANLEKNeTKy
(MKCKW, AMCH), n3sneyenne cnepmaro3onsa U3 auuka
(TESE), npeMmnnaHTauMOHHAs FeHETUYECKas AuarHoc-
Tnka (MI4). Bce 0HM B COBOKYMHOCTM C KJIMHWUKO-TEHETU-
YeCKUM  06CNefloBaHNEM U MEAWUKO-TEHETUYECKUM
KOHCY/IbTUPOBAHWEM MOMOralT pewnuTb npobnemy
OETOPOXAEHUS W CHWU3UTb PUCK Nepeaaqu NOTOMCTBY
TEHETUYECKNX HAPYLUEHUA.
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