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Pezrome. Maxonaoa XYY cunopomu, wynuneoex, Xeiikooc cunopomu, XXX cunopomu, @puman-Illeroon
cunopomu, Yunamc cunopomu, JuiKopowe cunopomu, Kabyku cunOpomu Kabu Kam yupauouean XOMUid pUusodCIaHuu
HYKCOMNIAPU 80 XPOMOCOMA AHOMANUANAPUHY AHUKIAWOA NPEHAMAN CKPUHUHS UMKOHUAMIAPYU MaKoum smunean. Opma
OuazHOCMuKa Y4yH mypau Xuil aizopummaapoarn ouoananean Xoaoa Oudz2HOCMUKA MAacaiaiapu MyxoKama KUiuHOU.
Yampamoeyw 6eneunapu, unsazueé Oyimacan npenaman mecm HAMUICATAPU 84 KOMUNA PUBONCIAHUUL HYKCOHAAPU 6d
XPOMOCOMA AHOMANUANAPY YUVH AMHUOYEHIME3 KYPCAMUNSAH.

Kanum cy3nap: npenaman ckpunune, yimpamogyui ouaenocmuxacu, HUIIT, avnuécenmes, xomuna.

Abstract. The article presents the possibilities of prenatal screening in identifying fetal malformations and chromo-
somal abnormalities, such as XYY syndrome, also known as Jacobs syndrome, XXX syndrome, Freeman-Sheldon syn-
drome, Williams syndrome, DiGeorge syndrome, Kabuki syndrome. Diagnostic issues using various early diagnostic algo-
rithms discussed. Ultrasound signs, results of NIPT and amniocentesis for fetal malformations and chromosomal abnor-
malities presented.

Key words: prenatal screening, ultrasound diagnostics, NIPT, amniocentesis, fetus.

BBeneHne: HpeHaTaJ'H)HaSI JUarioCTuKa aHCyII- JUArHOCTUKH aHeyrmowmi/'I mIoaa MOXET OBITH HaKOHCI]

JOUIWHA TJIOJa W XPOMOCOMHBIX AaHOMAJWH, BEpPOSTHO,
MIPETEPIIUT TTyOOKHE U3MEHEHHUS B ONmKaiieM OyayIiem,
C TIOMOMIBIO TEPEIOBEIX HHCTPYMEHTOB, TaKMX KakK HU(D-
poBasi IILIP unu cexkBEeHUpOBAHUE CIEAYIOIIETO IMOKOJe-
HUS, JONTOXIAHHAs IIeJh HEWHBA3WBHOW IpPEHATaFHON

JAOCTUTHYTA. Ha CGFOHHHIHHI/Iﬁ JACHb OBLIN JAOCTUTHYTBI
GoJIbIIIKE YCII€XW HCWMHBA3UWBHBIM IIpC€HATAJIbHBIM TCCTOM,
B OIIPEACIICHNN TCHETUYCCKUX IPU3HAKOB IIJI0OJAa, B OCHOB-
HOM IIOCPE€ACTBOM aHAJIM3a OECKIIETOYHBIX HYKJICUHOBBIX
KHCJIOT 110 4a.
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30JI0THIM CTaHAAPTOM NPEHATAIBHOM IHArHOCTUKH
AHEYIUIOUIUH IUIOJA ABJISIETCS] MOJHBIH KapHUOTHII, MOJY-
YEHHBIH M3 KyJIbTYpbl aMHUOIIUTOB W KJIETOK XOPHOHH-
YeCKUX BOPCHUH, KOTOPHIE MOJYYalOT C MOMOIIBIO HHBa-
3MBHBIX TPOLENYpP, TAKNX KaK aMHHUOLIEHTE3 WM OMOTICHS
xopuonnueckux BopcuH (CVS) [1-3]. INockonbky uHBa-
3WBHBIE METOJIbI, TAKHE KaK aMHHOIICHTE3, MOT'YT HECTH B
cebe HEOThEMJIEMBIH PHCK IMOBPEXCHUS U TIOTEPH 11012,
ObUTM M3y4YEeHbI HECKOJIBKO allbTEPHATHBHBIX IOJXOIOB,
KOTOPBIE MTO3BOJIMIIM OBI ITPOBECTH HEMHBA3WBHYIO OIICHKY
redotuna 1wioga [2, 17]. WccienoBanus mMOKasaid, 4TO
YacTOTa BBIKMIBIIIEH IJIO/AA, CBSI3aHHBIX C AMHHMOILICHTE-
30M, cocrasiger ot 0,6% mo 0,86%, a wacToTa BBIKHLI-
HIeH MpU MyHKIMH MYMO4HOW BeHbl cocraBisieT oT 0,4%
10 3,6% [1,6]. CrnenoBaTenpHO, OCHOBHOE BHUMaHHE OBLIO
COCpEeIOTOYEHO Ha MOTEHIMAJIBHOM HCIIOJIB30BaHUU Oec-
KJICTOYHBIX IUIALCHTAPHBIX HYKICHHOBBIX KucioT [19]. B
CBS3M C 3TUM BO3HHUKIM JIB€ OCHOBHBIE CTPAaTErHH, OCHO-
BaHHbIC Ha NMPSMBIX WIM KOCBEHHBIX CIIoco0ax ompeerne-
HUSI HUTUYUS XPOMOCOMHOM aHOMaJTUH TUIOJa.

[IpenaTanpHass AWATHOCTHKA MPEACTABISET COOOM
KJIFOYEBOH aCIEKT I'eHETHYECKON OLIEHKH, MCIIOJIb3YIOIIUH
METO/bl, OXBATHIBAIOLINE LUTOTEHETHKY, MOJICKYJISIPHYIO
Ouosoruro, Bu3yaan3amio u T. A. [2]. Ero ocHOBHas nenb
— OILICHUTH TPAeKTOPUIO Pa3BUTHS IUIOJOB, JIEMOHCTPH-
PYIOIIMX HpeAnoIaraéMble BPOKICHHBIE aHOMAJIMH BHYT-
puyTpoOHO. DTO HayMHaHHME OONeryaeT CBOEBPEMEHHOE
BBIABIICHHE HACIEICTBEHHbIX HApYyLICHUH, Ipezasaras
wiaTopMy JUIsl MOCIEeNyIOMNX BHYTPUMATOYHBIX BMEIIa-
TEJICTB WJIM Pa3yMHBIX PELICHHH OTHOCUTENBHO MpEphI-
BaHMS OEPEMEHHOCTH.

IIpenaranpHplil CKPUHUHT U HEMHBA3UBHBIN IIpEHa-
tanpHbI TecT (HUIIT) cranm BayKHBIMU HHCTPYMEHTaMH B
o0nacTu MarHocTHKH BO Bpemsi OepemeHHOCTH. CKpu-
HUHT TO3BOJIET OLCHUTH PUCKH T€HETHUYECKHX 3a00IeBa-
HUHl y mIoAa, Takux Kak cuHapoM Jlayna, a HUIIT, uc-
MOJIb3Ys aHAM3 KPOBH MaTepH, IEMOHCTPUPYET BBICOKHI
YPOBEHb YYBCTBHTCIBHOCTH W CIIEHU(DHUIHOCTH, a TAKKE
OTCYTCTBHE PUCKA JUIA 3A0POBbI MaTEpU U IJIOJA, B OTIH-
Yhe OT MHBA3MBHBIX METOJOB, TAKHX KaK aMHHOILICHTE3.
HecmoTps Ha 3TO, CKpPUHUHI OCTaeTCsi Ba)XHOW YacTbiO
paHHEW JUarHOCTHUKM U MO3BOJISIET CBOEBPEMEHHO BBI-
SIBUTh PUCKH JUTS JAIbHEHIIEro HaOII0JCHUSL.

Heas wucciaenoBaHus — aHAJIN3 IPEHATAIBHOTO
ckpunuHra 1 HUIIT nopokoB pa3BUTHS IJIOAA U XPOMO-
COMHBIX aHOMaJIUil.

MeTtoasl 1 MaTepuaJl HCCIe0BAHUs. YIIbTPa3By-
KOBBIC MCCIICIOBAHUS BBIMOJIHSIUCH Ha pubopax Voluson
P6, KOHBEKCHBEIM M 0OBEMHBLIM JATYMKAMHM, 4acTOTOi 3,5-
5,0 MI'm. VYneTpa3BYKOBBIC HCCICAOBAHUS CKPHHUHTA
MEPBOTO M BTOPOTO TPHMECTPA NMPOU3BOJUINCH IO CTaH-
nmaptam coriacHo pekoMmeHaarusam ISUOG.

PesyabTarsl ucciaenoBanus. Cpenu oOcliieioBaH-
HBIX B PecryOnukanckoM neHtpe «CKpUHHMHT MaTepH |
pebenka» 3a 2024 ron, ObLIO BHISBICHO § ciydaeB ¢ pea-
KHMH XPOMOCOMHBIMH abepparisiMu.

B MOMEHT MoCTaHOBKH AHMAarHo3a cpok OepeMeHHO-
CTH O YNbTPa3BYKOBOMY HCCIIEIOBAHHIO COOTBETCTBOBAI
cpoky 1o 22 uen. recranuu y 81,9% Gepemennpix. B nByx
CIyJasiX TpH TMEePBOM CKPUHUHTE, ObUIa 3amojo3peHa XA,

B cBs3u yBenumueHueM TBIT 2,6 u 3MM COOTBETCTBEHHO,
KHCTBI COCYIUCTBIX CIUIETEHHH BO BTOPOM TpHMecTpe Oe-
pEeMEHHOCTH, OMOXUMHYECKUI CKPHUHUHT OTPUIATENIbHBIN,
OKOHYATEJIbHBI JUarHo3 IOCTaBJIEH Ha TIOBTOPHOM HC-
crenoBanum B 18 Hen., mocie mposenenns HUIIT. B tpex
Cllydasix MOpoK ObL1 ycTaHOBJIEH B 18 Hen Ha OCHOBaHUM
BEBISIBJICHUS] KOHTPAKTYpPHI BepXHUX KoHeuHocTel, n BIIC,
B 13-14 Hen pe3ympTarT OBUI JIO)KHOOTpHULATENHHBIM. B
Ka4yecTBe MpHMepa AMArHOCTHKH PEIKUX MOPOKOB Pa3BH-
TSI 1 XA TPUBOANM TOJPOOHOE OIMHMCAaHWE HAINX Ha-
OmoneHuil.

[lepciekTHBBI Pa3BUTHS MIPEHATAIFHOTO CKPHHUHTA
u HUIIT 3axmrouarorcs B JajdbHEUIIUX YIYYIIEHHUSIX TOY-
HOCTH U JIOCTYITHOCTH 3THX MeToa0B. Oumaercst pacmu-
peHne Habopa 3a00ieBaHMi, KOTOPbIE MOTYT OBITH BBISIB-
JieHsl ¢ nomouisro HUIIT.

B xone mpeHaTadbHOrO CKPHHHHTA M HEMHBA3HB-
HBIX MPEHATAIBHBIX TECTOB ObUIM BBISBJICHBI TAaKHE I'eHe-
TUYeCKHe CHHIPOMEI, Kak J[xeikoOca, cuHapoM BribsiM-
ca, ®pumena — Hlennona, qu J>xopmku u cunapom XXX.
OTH CHHAPOMBI OTHOCATCA K IPYIIIE XPOMOCOMHBIX aHO-
MaJIMIl ¥ MOTYT IPOSIBISITHCS PA3IMYHBIMU KIMHUYECKUMHU
MIPU3HAKaMH, 9TO MOAYEPKHBAET BAKHOCTb PaHHEH auar-
HOCTHKH JJIsI IPUHSTHS 000CHOBAaHHBIX PEIIEHUH OTHOCH-
TENIPHO BEJIeHUsT OCPEMEHHOCTH M IUIAHMPOBAHUS JIalib-
HEHUIINX IEHCTBUHN.

CUHJPOM JIKEMKOBCA WJIH XYY (2
CJIYYASI)

Hao6aonenue 1. bepemennasi Il. oOparumnace B
Pecniybnukanckuii nieHTp «CKpUHUHT MaTepu U peOeHKay,
Ne 19472/23, 32 rona, 6epeMEHHOCTh TPEThS, JABOE 3/10PO-
BBIX JeTell, Opak He pOJICTBEHHBIH, HACIEACTBEHHOCTh HE
otaromieHa, B 5 Hex. nepedonera OPBU. IlepBoe ymbpTpa-
3BYKOBOE€ HCCJIEJIOBaHUE B LIEHTpe mpoxoawia B 13+5 Hex,
KTP-76mm, BITP-25mMm, OI'-89mMm, OXK-78mm, J1B-14MMm,
AI1-12mMm, TBIT — 2,6mMM. Pe3ynpraTsl OHOXHMHYECKOTO
ckpununra: PAPP-A — 1,78 MoM, XI'Y -1,85 MoM. Puck
o curnpomam Jlayna, Ilatay m DxBapzica HIKE TOpOro-
Boro 3HaueHus. [1pu mosropHom Y3 BIIP-42mm, OI'-198
MM, OX-169vMm, [IB-30mm, AT1-21 MM, IIC- 5,5mMM. 3a-
KIo4YeHue: OepeMeHHOCTh 19 Hemenb OEpeMEHHOCTH IpPO-
rpeccupyeT. (Maible YIbTPa3BYKOBBIE MapKephl MICHHas
CKJIaIKa 5,5MM), ObUI TIpPOBEAEH BTOPOH OMOXUMUYECKHH
CKPUHHUHI B Ipenenax Hopmsbl, npemioxed HUIIT. Pe-
synbratel HUTIT XYY (Puc.1. A).

Hao6aonenue 2. bepemennasi U. oOparunacek B
PecniyOonukanckuii ieHTp «CKpUHUHT MaTepy U peOeHKay,
Ne 29672/23, 28 ner, GepeMeHHOCTh BTOpasi, €CTh 3/10PO-
BBII peOeHOK, Opak He POJCTBEHHBIHN, HACIEICTBEHHOCTH
He oTrAroieHa. [lepBoe ynbTpa3sByKOBOE HCCIIEIOBAaHHE B
uentpe npoxomwia B 18+2 mem. BITP-40mm, OI'-123mmM,
OX-84mmMm, [Jb-26mMm, [II-24MM, KHCTa COCYAUCTOTO
CIUICTEHHsI, AHATOMHYECKHE HApYIICHHs HE BBISBICHBIL.
Pesymeratel Omoxumudeckoro ckpuHmHTa: A®II — 1,12
MoM, XTI'Y -1,34 MoM. Puck no cunapomam Jayna, Ila-
Tay W DIBapica HIKE MOPOTOBOTO 3HAUCHHS. 3aKIIOUe-
Hue: OepeMeHHOCTh 18+2 Henenb OEpEeMEHHOCTH MPOrpec-
cupyeT. (Majble yIbTPa3BYKOBbIE MapKephl KHCTA COCYIH-
ctoro crueteHus), npemioskeH HUIT. Pesynerarer HUTIT
XYY (puc.l. B).

BuoJiorust Ba THOOMET MyamMMoJiapu
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Puc. 3. Tunoruiazus HOCOBOI KOCTH A ¥ HaAKJIANIaHHBIA cTeHO3 aopThl B C-M Buubsmca

Pe3ynpraThl OMOXMMHUYECKOTO CKPHHHHTA HE BCe-
rZia CiIy)KaT OCHOBHOH JUIsi pacyera pUCKa, MOCKOJBKY B
OOJBIIMHCTBE CITydaeB 0ojiee TOYHBIMH W HH()OPMATHB-
HBIM METOJIOM SIBJISICTCS HEWHBA3MBHBIN IpEHATAIbHBII
tect (HUIIT) B coueTannu ¢ yiIbTpa3ByKOBBIMH MapKepa-
MH.

CHH/IPOM ®OPUMEHA-IIET/IOHA (C®III)
o))

Hab.onenue 3. Bepemennas W., Ne 17492/23, 32
rona, OEpeMEHHOCTb BTOpasi, Opak HE POJCTBEHHEIH, Ha-
CJIC/ICTBEHHOCTh HE OTsrouieHa, B 4-5 Hex mnepeboiena
OPBU, momrygana nedrpeakcos. IlepBoe ynpTpazBykoBoe
uccieno0Banue B neHTpe npoxoanna B 15 Hen. BITP-28Mmm,

Or-100mm, OXK-78mMm, JIb-16mMm, JIT-14mm, HIBXK-5mm.
PesynbraTel Ouoxumuueckoro ckpununra: ADIT — 2,78
MoM, XI'Y -0,75 MoM. Puck no cunapomam JlayHa u
OpBapJica HIDKE TIOPOTOBOTO 3HAYEHHMS, PUCK 10 JedekTy
HeBpanbHOW TpyOkm moBbImEH. [Ipu moBTopHOM Y3U
BITP-40mMm, OI'-141 mm, OX-121mm, Jb-27mmMm, JI1-24
mmM, [IA-77, HIBX-8 mM. Crtasio OTYETIMBO BBISBIATHCS
KOHTpakTypa kuctu u cromsl (Puc.2 A). 3akmouenue: be-
pem.18 wen. 4 mgus. BIIP. OJIC. ucranbHbIN apTporpu-
no3. [locie pomgoB npu MEIUKO-TEHETHYECKOM KOHCYIbTH-
poBanus Obul BEIcTaBiieH auarHo3 Cungpom @pumena-
[enmona (Puc.2 B), B 4mecsma peOGeHOK ymMep (acmupariu-
OHHOE OCJIOXKHEHHE).
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CHH/IPOM BHJIBAIMCA (1)

Hao6.onenune 4. bepemennas C., Ne 32891/24, 32
roga, 6epemenHocts |11, ponsr 111, Gpak He poncTBEeHHBIH,
aHAMHE3 HE OTATOIIEH, 2 3I0POBBIX JeTei, B 4-5 Hen. me-
penecna OPBU B merxo#t ¢opme, mpuHHMAaNa aclupHH,
BITP-42mMm, OT'-147vMm, OXK-120mm, [1b-24mm, AT1-26MM.
[Ipn ynpTpa3ByKOBOM HCCIENOBAaHWM ObLI BBIABICH Hal-
KJIallaHHBIA CTEHO3 A0PThI JUAMETP A0PThl HE H3MEHEH,
TUTIOIUIA3Ks HOCOBOM KOCTH HMXE S MpOLeHTHIN. broxu-
MHUYECKHH CKpHHUHT ObUT B mpenenax HOpMEI (ADII-
1,32MoM, XT'Y - 1,62MoM). 3axmrouenue: bepemen-
HocTh 19 Hen. BIIP. BIIC. HaakmanaHHBIA CTEHO3 aOpPTHI
(puc. 3.). PekomennoBano mposeaenne HUIIT w/mnu am-
HHUOIICHTE3a, OepeMEHHON IIPOBEJCH AaMHHOICHTE3, 3a-
wioueHne XMA C-m Busbsmca (puc. 4). b-s mpunsiia
pelIeHne B MOJb3y MPOJIOHIHPOBAHUSA OEpEeMEHHOCTH, OC-
MOTp B 27 HeJ. NMOJATBEpP)KACHHE HA/IKIANAHHOTO CTEHO3a
AOPTBHL.

CHUHAPOM N TKOPIXKH (2)

Haomonenue 5. bepemennas Y., Ne 45628/23, 29
ner, 6epemennocts IV, pomer I, 1 pebGenok ymep, 2-s
CpOYHBIE POABI, 3-51 OEPEeMEHHOCTH: IPEXIEBPEMEHHbIC
POJbI; HACJIEACTBEHHOCTh HE OTSTOINEHA, Opak HE pOJCT-
BeHHbIH, otmeuaeT [IMB, muxomnnasmy B anamuese. BITP
45 mm, JI3P 52,2 mm, OI' — 178 mm, OXK- 230 mm, I — 33
mm, JIT — 31 mm. Tlpu uccnenoBaHnu BbISBICHA HpaBast
ab0epaHTHasl TOAKIIOUMYHAS apTepust W THIOIUIA3US TH-
myca. 3akmouenue: bepemennocts 20 nex. BIIP. BIIC
[IpaBas abGeppaHTHas MOAKIIOYMYHAS apTEpHsi, I'MITOILIA-
3ust Tumyca (Puc.5 A). Pekomenmosano HUIIT w/wmu am-
Huouenres. Ilo  pesympratam  HUIIT  guarnos
nmoaTBepxkaeH ¢ Bepdukanmeit XMA, OepeMEHHOCTh
IIpepBaHa Mo >KEJIAHUIO OEpEMEHHOH.

Haomonenue 6. Bepemennas ®., No 7628/24, 32
ner, 6epemennocth Ill, 2 cpounble pojbl, HACIEACTBEH-
HOCTb He OTsrouieHa, Opak He poacTBeHHbIH. BIIP 42 mm,

JI3P 52,2 mm, OI' — 168 mMm, OX- 200 mm, JIb — 30 mm,
JIT — 30 mm.

Puc.4. 3akmouenne XMA

IIpu nccnemoBanny BEISBICHA MIpaBasi ab0epaHTHAS
MOJIKITIOYNYHAST apTepusl M TUIOIUIa3us THMYca. 3aKioyve-
uue: bepemennocts 19 nen. BITP. BIIC IlpaBas aGOe-
paHTHas TOAKIIOYMYHAS apTepusi, THIOIUIA3Usl THMYCa
(Puc.5 B). PexomennoBano HUIIT w/wiu aMHHOIICHTES.
Mo pesyneratam HUIIT puarno3 noAaTrBep:kieH, Hocie
MIPOBEJICHUS] aMHUOIIEHTE3a, OepeMeHasi MpUHsIa peleHne
B II0JIB3Y MIPephIBaHms OepeMeHHOCTH (pHc. 6).

Puc. 5. IIpaBast abeppaHTHAS OIKITIOUYNTHAS apTEPHUs

buosorust Ba THOOHET MyamMMoJIapu
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Puc. 6. 3aximouenne HUIIT

Tpucomus no X-xpomocome (1)

Hab6.ronenue 7. bepemennas C., Ne 75342/24, 27
ner, 6epemennocts V, pomsl I, 1 Beikugsiin B 12 Hem;
HACJICJICTBEHHOCTh HE OTATOIICHA, Opak HE POJCTBCHHBINM,
OTMEYAaeT MHKOIUIa3My, ypearuia3Mmy B aHamHese. BIIP-
38,2 mm, JI3P 36,2 mm, OI' — 108 MM, OXK- 98mm, 16 — 26
MM, JI1 — 24 MM. BuoxuMudeckuil CKpUHUHT B Tpezeaax
HopMmbl ADII-1,21, XTU-1,78 3akmouenue: bepemeHHOCTD
18 men. kucra cocyaucroro cruereHus (Pu.7). Io pesyins-
taraM HUIIT u XMA Tpucomust XXX (puc. 8).

CUHIPOM KABYKM (1),
Ha6monenue 8. bepemennas A., Ne 75811/16, 32
rona, 6epemennocts |11, poxer 111, 6pak HEe poacTBEHHEIH,

aHaMHE3 HE OTATOIICH, 2 3JI0pOBBIX neTel, B 4-5 Hex me-
perecita OPBU B nerkoii ¢popme, npuanMana uactH, bITP-
42mm, OI'-147mm, OXK-120mmM, [1B-24mm, AT1-26MM. 3a-
kirouenne: bepemennocts 20 Hen. B nanHOM mccnenoBa-
HUM [IBETHAs JAONIIIEPOBCKas YAbTPACOHOTPA(US BBISIBHIIA
Cep/IeYHO-COCY/ICThIE aHOMAJIMHU Y IUIOJA, MPaBOpacIo-
JIOKEHHOE, TpaBoCc(GOPMHUPOBAHHOE cepile (IeKcTpakap-
JWMsT), KapIUOMeTaJTusl, areHe3nsl BEHO3HOTO TIPOTOKA.

Oobcyxnenue:

Cunapom xeiikooca uau XYY (2 cayuas)

Cungpom Obin mpenckazaH B paborax [larpucum
Jxetiko6c 1959 roma mo XYY -cunnpomy, BIiepBeie 00Ha-
pyxen B 1961 roay mpu ciydailHOM 0OCICIOBAHUU MYK-
YHMHBI, JETH KOTOPOTO UMENHN psill 3a00JIeBaHNH, a OANH U3
nereit umen cuaapom Jayna [1]. XYY -cunapom 01 omu-
CaH KaK TaK Ha3bIBaEMbIH «CHHAPOM CBEPX-CaMIIa» HIH
«CUHIPOM  CBEPX-MYKUHHBD» (anrm. super-male
syndrome), Ipyu 3TOM HOCHUTCISIM CHUHJApPOMA IIPUIIMCHIBA-
JIOCh arpecCHBHOE MOBEJCHUE M TCHICHIMA K KPUMHHAIb-

24Hz/1.3cm

Puc. 7. Kucra cocynucroro cruieTeHus

HBIM sieiicTBusIM. [lepBbie uccnenoBarenu 6onesnu B 1960-
X rojiax 0OHapyKWJIN OTHOCUTEIBHO BBICOKOE KOJIUYECTBO
MYXUYHUH C 3TUM CHHAPOMOM CpelH OOuTaTelel TIopeM H
NCUXUATPUUECKUX KIMHUK. DTO MOCIY>KHIO OCHOBOHM ISt
CTEPEOTHUIA O «CBEPX-MYKUMHe» [1].

[Mocnenyromye ucciieoBanus MOKa3aiu, 4ro abco-
JIIOTHOE OOJBIIMHCTBO HOCHTEIEH CHHIPOMAa HUKOI/A HE
MMENM OTHOIIEHUS K MPECTYMHOCTH WM ICUXUYECKUM
3a00JIeBaHUSIM, HO MOTYT MMETh TOBBIIIEHHBIN PHCK Mpo-
6neM ¢ oOydenuneM. JlononHuTeNbHas Y-XpoMOcoMa cama
no cebe He BeAET K upe3MepHON arpeccuBHOCTH. [Ipuun-
HOW BO3HMKHOBEHMS CHHJIPOMA SIBJISETCS HEPACXOXKICHUE
Y-xpomocoM B aHadaze |l B mpouecce cnepmarorenesa.
Kak cnencrBue, mNOsBISETCS CHEPMAaTO30MI, HECYIIUI
BTOPYIO Y-XpOMOCOMY, B pE3YyJIbTaTe OIJIOJOTBOPEHHUS
KOTOPBIM MOsIBIIsIeTCS pe6EHOK ¢ 47 XpoMOCcOMaMH B Ka-
puoturie (47 XYY). CuHAPOM He SBIISETCS HACIEIyeMbIM
COCTOSTHMEM, PHCK POXKAEHHsS BTOPOro peOEHKAa C 3THM
CHHIPOMOM HE BBIIIE, Ye€M B CpeJHEM B nomymsiun. Yac-
TOTa MOSIBJIEHUs] — MpUMepHO 1 ciydai Ha 1000 Myx4uH.
Bosnpimas gacTe HOCHTENEH HE 3HAET O CBOEH 0COOCHHOCTH
[1].

HecmoTpst Ha HanmMuue JUIIHEH XPOMOCOMBI, CIiep-
Ma XYY-MyKYHHBI OOBIYHO HECET HOpPMAaIBbHBINH Habop
XpoOMOCOM, BBHUAY TOT'O, YTO JIMIIHAA Y-XpOMOCOMa OJIN-
MUHHpYeTCs. PHCK MOSABIEHHUS IETeH € XPOMOCOMHBIMH
3a0oneBaHusMH y OonbIIMHCTBA MyX4MH ¢ XYY-
CHHIPOMOM HE OTJIMYACTCS OT TAKOT'O )K€ PUCKA y MYXKUH-
Hbl C HOPMA@JIBHBIM KapHOTUIIOM. B To ke Bpems uucio
CIIEpMaTO30MJI0B C XPOMOCOMHBIMU aHOMAJIHMSMHU Y HEKO-
TopbIX MyX4iH ¢ XY'Y-CHHIPOMOM BBIIIE, HO HEH3BECT-
HO, HaCKOJIbKO CYIIIECTBEHHO 3TO IMOBBIIIAET PUCK IOSIBIIE-
HUSL IETEH C XPOMOCOMHBIMH OOJIC3HSIMH Yy TaKHX OTIIOB
[1].

Hamnume BTOpo#t Y-XpOMOCOMBI B OOJIBITMHCTBE
CllydqaeB He BeJET K KaKUM-THO0 (PU3NYECKUM OTKIOHEHH-
aM. B 1o xe Bpemst MHOrue Myk4uHsl ¢ XY Y -CUHIPOMOM
MMEIOT OJHY WJIHM HECKOJIbKO ocobeHHOcTel. ITpu poxne-
HUM OHM HMEIOT HOPMAJBHBIM POCT, HO 4YacTo OBICTpee
pacTyT B AeTcTBe. B cpemHeM, BO B3pOCIOM COCTOSIHUM
HOCHUTENb BbIlIE, YeM 75 % MyXUWH TOTO e BO3pacta.
HexoTtopeie mMyx4uHbl ¢ cUHApOMOM XYY HMEIOT He-
OoJibIIMe HapYIICHHUs KOOPAWHAINY JBWXXCHUIH, B PE3YJIb-
TaTre 4Y€ro MOI'YT Ka3aThbCia HCYKIIIOXKHMHU. q)epTI/IJ'[LHOCTL
Yalie BCero He HapylleHa, OOBIYHO TaKHe MYXYHHBI reTe-
pOCEKCyaJbHBI U HMMEIOT HOPMAIbHYIO CEKCYaJIbHYIO

(GhyHKIHIO.

SMART GENETICS
‘Ansuploidy Screening with QF-PCR

7 examea

Puc. 8. 3aximouenne
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https://ru.wikipedia.org/wiki/%D0%A1%D0%B8%D0%BD%D0%B4%D1%80%D0%BE%D0%BC_%D0%94%D0%B0%D1%83%D0%BD%D0%B0
https://ru.wikipedia.org/wiki/%D0%90%D0%BD%D0%B3%D0%BB%D0%B8%D0%B9%D1%81%D0%BA%D0%B8%D0%B9_%D1%8F%D0%B7%D1%8B%D0%BA
https://ru.wikipedia.org/wiki/%D0%90%D0%B3%D1%80%D0%B5%D1%81%D1%81%D0%B8%D0%B2%D0%BD%D0%BE%D0%B5_%D0%BF%D0%BE%D0%B2%D0%B5%D0%B4%D0%B5%D0%BD%D0%B8%D0%B5
https://ru.wikipedia.org/wiki/%D0%9F%D1%81%D0%B8%D1%85%D0%B8%D0%B0%D1%82%D1%80%D0%B8%D1%87%D0%B5%D1%81%D0%BA%D0%B0%D1%8F_%D0%B1%D0%BE%D0%BB%D1%8C%D0%BD%D0%B8%D1%86%D0%B0
https://ru.wikipedia.org/wiki/Y-%D1%85%D1%80%D0%BE%D0%BC%D0%BE%D1%81%D0%BE%D0%BC%D0%B0
https://ru.wikipedia.org/wiki/%D0%90%D0%BD%D0%B0%D1%84%D0%B0%D0%B7%D0%B0
https://ru.wikipedia.org/wiki/%D0%A1%D0%BF%D0%B5%D1%80%D0%BC%D0%B0%D1%82%D0%BE%D0%B3%D0%B5%D0%BD%D0%B5%D0%B7
https://ru.wikipedia.org/wiki/%D0%97%D0%B0%D1%87%D0%B0%D1%82%D0%B8%D0%B5_%D1%83_%D1%87%D0%B5%D0%BB%D0%BE%D0%B2%D0%B5%D0%BA%D0%B0
https://ru.wikipedia.org/wiki/%D0%A1%D0%BF%D0%B5%D1%80%D0%BC%D0%B0
https://ru.wikipedia.org/wiki/%D0%A1%D0%BF%D0%B5%D1%80%D0%BC%D0%B0
https://ru.wikipedia.org/wiki/%D0%A5%D1%80%D0%BE%D0%BC%D0%BE%D1%81%D0%BE%D0%BC%D0%BD%D1%8B%D0%B5_%D0%B1%D0%BE%D0%BB%D0%B5%D0%B7%D0%BD%D0%B8
https://ru.wikipedia.org/wiki/%D0%A5%D1%80%D0%BE%D0%BC%D0%BE%D1%81%D0%BE%D0%BC%D0%BD%D1%8B%D0%B5_%D0%B1%D0%BE%D0%BB%D0%B5%D0%B7%D0%BD%D0%B8
https://ru.wikipedia.org/wiki/%D0%A0%D0%BE%D1%81%D1%82_%D1%87%D0%B5%D0%BB%D0%BE%D0%B2%D0%B5%D0%BA%D0%B0
https://ru.wikipedia.org/wiki/%D0%9A%D0%BE%D0%BE%D1%80%D0%B4%D0%B8%D0%BD%D0%B0%D1%86%D0%B8%D1%8F_%D0%B4%D0%B2%D0%B8%D0%B6%D0%B5%D0%BD%D0%B8%D0%B9
https://ru.wikipedia.org/wiki/%D0%A4%D0%B5%D1%80%D1%82%D0%B8%D0%BB%D1%8C%D0%BD%D0%BE%D1%81%D1%82%D1%8C
https://ru.wikipedia.org/wiki/%D0%93%D0%B5%D1%82%D0%B5%D1%80%D0%BE%D1%81%D0%B5%D0%BA%D1%81%D1%83%D0%B0%D0%BB%D1%8C%D0%BD%D0%BE%D1%81%D1%82%D1%8C
https://ru.wikipedia.org/wiki/%D0%93%D0%B5%D1%82%D0%B5%D1%80%D0%BE%D1%81%D0%B5%D0%BA%D1%81%D1%83%D0%B0%D0%BB%D1%8C%D0%BD%D0%BE%D1%81%D1%82%D1%8C
https://ru.wikipedia.org/wiki/%D0%A1%D0%B5%D0%BA%D1%81%D1%83%D0%B0%D0%BB%D1%8C%D0%BD%D0%BE%D1%81%D1%82%D1%8C_%D1%87%D0%B5%D0%BB%D0%BE%D0%B2%D0%B5%D0%BA%D0%B0
https://ru.wikipedia.org/wiki/%D0%A1%D0%B5%D0%BA%D1%81%D1%83%D0%B0%D0%BB%D1%8C%D0%BD%D0%BE%D1%81%D1%82%D1%8C_%D1%87%D0%B5%D0%BB%D0%BE%D0%B2%D0%B5%D0%BA%D0%B0
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Puc. 9. Cunrpom Kadyku (A-3xorpamma BIIC nekcrpakapaus; B-3akmouenue, C-Y3U cepana, D-¢oro)

Tem He MeHee OMMCAHBI CIy4aul CYIICCTBEHHOTO
CHWXEeHHS (EePTUILHOCTH, BIUIOTH 0 Oecruiomus. Y He-
OOJBIIOTO YHCIIa HOCUTENCH TaKKe IOBBINICH YPOBEHB
IMOJIOBBIX TOPMOHOB, CBA3aHHBIX CO CIIEPMATOIC€HE30M, YTO
MOXKET BECTH K OCCILIONUIO BBUIY HapyIIeHHsS 00pa3oBa-
HUs criepMbl. HeM3BECTHO, HACKOJIBKO BBICOKO YHCIIO CIIY-
yaeB Oecrutoaus y MyxduH ¢ XYY-cuaapomom. 1Q Haxo-
JUTCS B TPEJIeIax HOPMBI, HO 9aCTO HECKOJBKO HHXKE, YEM
y POIHBIX OpaTheB U cecTép. [IpuMepHO MOJOBUHA HOCH-
Tenel uMeeT poOIeMbl ¢ 00yU4CHHEM, B YACTHOCTH, MOTYT
OBITh HAPYIIEHHUS PeUr U uTeHUS. MOXKET OBITH MOBBIIIECH
PHCK TIOBEICHYECKUX TPOOIeM, TAKUX KaK CHHIAPOM THITe-
PaKTUBHOCTH, MYKYMHBI ¢ XY Y-CHHIPOMOM YacTO HM-
MyJABCHBHEI M SMOIIMOHAIBHO He3pensl. Ha criemyrommx
9XOTpaMMax MPEJCTABICHBl YIBTPa3BYKOBEIC MapKEPBhI
CKpHHHUHTA BTOpOoro TpuMmectpa (Puc.1).

CHH/IPOM ®PHMEHA-IIIEJ/IOHA (C®II)
(1) — aT0 OYEHb pemKHii CHHIPOM MHOKECTBEHHBIX BPOXK-
JICHHBIX KOHTPAKTYP, XapaKTEePHU3YIOMIHICI MHUKPOCTOMH-
€l CO «CBUCTALIUM» PTOM, XapaKT€PHbIMU YepTaMU JIMLA,

PECIIY] A
MEAHUHHCKHTA LEHTP 310POBbS MATEPH H PEGEHKA
MHHHCTEPCTBA 3/PABOOXPAHEHIA PECNYBAMKH Y3EEKHCTAH
o AEAEIE MEVIRO- TN THAECKOFO KON T THPORANIA
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Ha OCHOBANII CREUNPHECKIX (eHOTHIYECKIIX AANHLLX, AAHAAIX AHANHE, & TAIKE

Kausiseckuii Anarnos; Fpuom
KaGyxu cunapom. /lekcrpaxapaus.

Pexomenzonano;
1. Habmogenne Heny
2. Kowrponksioe

KOCOJIANOCThI0 U KOHTpakTypamu cycraBoB. COII — Hau-
Oonee Tskemas (GopMa  AWCTAIBLHOTO — apTPOTPHUIIO3a
(Puc.2.).

B nacrosiee Bpemsi onucano okosio 100 ciydaes
cuanpoma ®pumena-lllennona (COII); renaeproe mpe-
o0najiaHue He OMUCaHo, 3a00JIeBaHNE PACIPOCTPAHEHO BO
BceM Mupe. OCOOCHHOCTH BKITIOYAIOT BBICTYIAIOIIUH 100
W HaJOpOBHBIC IIyI'M, THIIEPTENIOPU3M, SIHKAHTYC, TeJe-
KaHTYC, aHTUMOHIOJIOMIHBIN pa3pe3 ria3, riayboko moca-
JKCHHBIE IJ1a3a, MOJHBIE IEKH, HU3KO MOCa)KEHHbIE YIIH,
TUIOIJIA3UI0 CPEHEN YacTH Jula, KOPOTKUH HOC U JJIMH-
HBI QuIbTp, TIIyOOKHE HOCOTYOHBIE CKIIAJIKH, BBICOKOE
cBoguaroe Hebo u moabopomok ¢ V- wimm H-oOpasHoii
crmagkoit. OTIMIuTeIhbHAsE 0COOCHHOCTD - MaJICHBKHNA pOT
CO “CBUCTAIUM~ BHJIOM. MHOXECTBEHHBIE KOHTPAKTYpPbI
KHCTEH M cTON OOHAPYKHBAIOTCSI MPH POXKICHUH U HE
MIPOTPECCHPYIOT; OHM BBI3BIBAIOT KAMITOJAKTUIINIO, YIlb-
HapHYIO JICBUALIMIO 3alCThs U TaJblieB, KOCONANOCTh U
HaKJIa/IbIBAIOIINECS IPYT Ha Apyra nansipl. Kudockoanos
- 4acToe MpOsIBJICHHUE; BPOXKJICHHBIH BBIBUX Oenpa BCTpe-

buosorust Ba THOOHET MyamMMoJIapu
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https://ru.wikipedia.org/wiki/%D0%91%D0%B5%D1%81%D0%BF%D0%BB%D0%BE%D0%B4%D0%B8%D0%B5
https://ru.wikipedia.org/wiki/%D0%9F%D0%BE%D0%BB%D0%BE%D0%B2%D1%8B%D0%B5_%D0%B3%D0%BE%D1%80%D0%BC%D0%BE%D0%BD%D1%8B
https://ru.wikipedia.org/wiki/%D0%A1%D0%B5%D0%BC%D0%B5%D0%BD%D0%BD%D0%B0%D1%8F_%D0%B6%D0%B8%D0%B4%D0%BA%D0%BE%D1%81%D1%82%D1%8C
https://ru.wikipedia.org/wiki/%D0%9A%D0%BE%D1%8D%D1%84%D1%84%D0%B8%D1%86%D0%B8%D0%B5%D0%BD%D1%82_%D0%B8%D0%BD%D1%82%D0%B5%D0%BB%D0%BB%D0%B5%D0%BA%D1%82%D0%B0
https://ru.wikipedia.org/wiki/%D0%A1%D0%B8%D0%BD%D0%B4%D1%80%D0%BE%D0%BC_%D0%B4%D0%B5%D1%84%D0%B8%D1%86%D0%B8%D1%82%D0%B0_%D0%B2%D0%BD%D0%B8%D0%BC%D0%B0%D0%BD%D0%B8%D1%8F_%D0%B8_%D0%B3%D0%B8%D0%BF%D0%B5%D1%80%D0%B0%D0%BA%D1%82%D0%B8%D0%B2%D0%BD%D0%BE%D1%81%D1%82%D0%B8
https://ru.wikipedia.org/wiki/%D0%A1%D0%B8%D0%BD%D0%B4%D1%80%D0%BE%D0%BC_%D0%B4%D0%B5%D1%84%D0%B8%D1%86%D0%B8%D1%82%D0%B0_%D0%B2%D0%BD%D0%B8%D0%BC%D0%B0%D0%BD%D0%B8%D1%8F_%D0%B8_%D0%B3%D0%B8%D0%BF%D0%B5%D1%80%D0%B0%D0%BA%D1%82%D0%B8%D0%B2%D0%BD%D0%BE%D1%81%D1%82%D0%B8

qaeTcsl peaKo. [J1a3Hple TPOsBICHUs BKIIOYAIOT THIIEpTe-
JIOpU3M, KOcoryiasue, nro3 u Onmedapodumos. 3amepikka
pOCTa XapakTepHa MMOYTH JJIsl BCEX MAIlMEHTOB, HO KOT'HH-
THUBHBIE CIOCOOHOCTH B IIEJIOM HOpMaibHBIE. MiaseHde-
CTBO MO’KET XapaKTepH30BATHCS CHIKEHHEM MAcChl TeJla U
OTCTaBaHHEM B POCTE BCJIEACTBHE MUKPOCTOMHH, MUKDO-
THATHHW ¥ BBICOKOTO Heba. Dtuonorus Cuaapom Opumena-
[Ilenmona BI3BIBaE€TCS TOMO3UTOTHBIMM MYTAalUsIMH B Te-
He MYH3, xonupyrolem TsHKeIyro elb 3 IMOpHOHAITBLHO-
r0 MHO3WHA, MEPBUYHBIA KOMIIOHEHT MHOTYOYN IJIoxa;
3TOT OEJIOK MrpaeT LEHTPAJIbHYIO POJIb BO BPEMs MBIIIEU-
HOTO Pa3BHUTHS IIOAA, B TO BpeMs KaK IOCTHATAIFHO OH
MOCTEIICHHO 3aMEHseTcsl npyrumu u3odopmamu. [lepe-
KITIOUEHHE B MATTEpHE SKCIPECCHH MHO3MHA MOXET 00b-
SICHUTB, I0YEMY KOHTPAKTYphl BPOXKJICHHBIC U HEIIporpec-
CHpYIOIIUE.

CHH/IPOM BUITBAMCA (1)

Cunznpom Busbsmca — pexnkoe 3a0oseBanue, Ko-
topoe Berpeuaercs y 1 u3 20 000 HoBopokAeHHBIX. TeKy-
niee onpeneneaue WS 0buto cornacoBaHo Komwurterom mo
pa3paboTke peKOMEHIAIWid Mo CcHHApOMYy Buibsmca Ha
KoHceHCycHOM cOBeIaHMM MO YHPABICHUIO CHHAPOMOM
Bunbsimca, coctosBmiemcsi B Mandectepe B mae 2009 ro-
Jla; MUKPO/IEJICINS ydacTKa 7 XpOMOCOMBI CHHIAPOM Buitb-
aMca (CHHIpOM «iulia anbhay) HeoObryHoe nuno, BIIC
(HamKIamaHHBIA CTEHO3 aOPTHI WIIM JITOYHOW apTepHH),
TUNepKanblemMus. J(narHo3 KIMHUYECKHH, U TIEPBBIE CITy-
yau Obumm ommcad B 1961-1962 romax [5,6]. Jliogsm ¢
WBS nuarHocTHpyIOT MOCTHATaIbHO W MPEHATAIbHO. JH-
Arto3 CYMUTACTCA MAJIOBCPOATHBIM, XOTd U HC HEBO3MOXK-
HbIM [7,8]. B 3TOM 0T4YeTe MBI IPEACTABIAEM PENKUN CIY-
qaii npeHatanpHOM auarHoctuku CPK, u Mbl moguepkuBa-
eM uzero npeHaranbHoi auarHoctrkn CPK Ha ocHOBaHMM
MpeAIoJaraeMblX THIIOTOHHS IUI0Aa BO BpeMsl PeHaTalb-
HOTO CKaHHUPOBAHMUS.

Cunnpom Buibsmca ObIT ITHMAarHOCTHPOBAH C TIO-
Monrsio XMA (XpOMOCOMHOTO MUKPOMAaTPUYHOTO aHAIH-
3a), KOTOPBIH BBISIBHI XapaKTEPHbIC T€HETHYECKHE aHOMa-
muu. OZHAKO OCHOBHOE 3HaYEHUE B JJUArHOCTHKE MPOIOJI-
JKaeT ocraBatbes 3a Y3U, xak Hamboiree HHPOPMATHUBHBIM
1 JOCTYITHBIM METOJOM.

CUHAPOM U UKOPIKHU (2)

Cungpom Hu Txopmxu (cunapom Hdu I'eopra, [du
Jlxopmka, CJI/1) BuiepBbie ObUT onucad B 1965 roay ame-
pukanckuM rieamarpoM Angelo Maria DiGeorge, koTopslit
OITyOJTMKOBAI HECKOJBKO KIMHHYECKUX CIIydaeB JieTeil c
MOPOKaMHM CEp/lla, THIONapaTupe030M U NMMYHoieduu-
TOM, OOYCIIOBJICHHBIX BPOXJICHHBIM OTCYTCTBHEM Iapa-
MIMTOBUIHBIX kene3 U Tumyca [1]. Ceroans mox CJ/1 mo-
HUMaloT BpokaeHHyto natonoruto (MKb: D 82.1), xoto-
past SBISETCS CIEACTBHEM Jeleruu 22- XpPOMOCOMBI
(22q11.2). Dmnmnmemuonoruss 3a00JCBaHUS  COCTABIISACT
1:4000 — 1:6000 HOBOPOKICHHBIX, HU MOJIOBOW, HU 3THHU-
YEeCKOW MPENpacIioNoKeHHOCTH K JaHHOMY CHHIPOMY He
BbIsiBJIeHO. CumnTaercst uto 10 93 % aenenuii XpoMOCOMBI
22011.2 Boznukarot de novo, a 'y 7 % matoyorus Hacieay-
eTcs OT pOJUTENeH MO ayTOCOMHO-JAOMHUHAHTHOMY THITY
[2]. Hdeneumst ydactka 22 XpOMOCOMBI MPHBOJIUT K JIO-
KaJIbHOW TOTEpE T'EHOB, CIEACTBHEM KOTOPOW SBISIETCS
JeGeKT MHUIpalliil KJIETOK HeWpaabHOro IpeOHS M Hapy-
IIEHNE 3aKiIagkd 3-4 TIOTOYHBIX KapMaHOB M (hapuHTe-
IBHBIX AYT, U3 KOTOPBIX (JOPMUPYIOTCS TUMYC U Hapaniu-
TOBUAHBIC Kene3bl [3]. CnexTp KIMHUYECKUX MPOSBICHAN
npu CJI/] o4eHb MIMPOK, SIBISIETCS CIIEACTBHEM THIIOILIA-

3MW WIK aIula3uy MapaliuTOBUIHBIX XKeJle3, U YacTo cove-
TAeTCsl ¢ BPOXKJICHHBIMH IOPOKaMH CepAla, Manbhopma-
[Uel JIMIEBOW YacTW Yeperna W JAPYTMMH CTUTMaMH JIH-
comOpuoreHesa [4-7]. B HacTosiee Bpemst onucaHo ooliee
190 cummromoB 3abo0iieBaHUS, KOTOPBIE MOTYT 3aTparu-
BaTh INPAaKTHUECKU BCE OPraHbl M CHUCTEMBI PeOCHKa, 4TO
sarpyauser muaraoctuky C/IJ1 [8]. Eme omnoif mpobie-
MO¥ JMAarHOCTHKH SBJSICTCS MIMPOKAS BapUAIHsl KIHHUYC-
ckux nposisneruit CJ1/1 B pasHOM Bo3pacTe marienTa.

XapaKkTepHBIMH ~ TPOSBICHUSAMH CcHUHIpoMa Ju
JI>KOp/IKU SBJISIOTCS: OPOKH CEP/La U KPYIHBIX COCYIOB,
runomiasus (HeIOpa3BUTHE) THUMYCA, 3a4acTyl0 CHHPOM
Ju JIKOp/pKK TPOSIBISICTCS MPaBOi aOeppaHTHOW MOI-
KJIIOUNYHOU apTepuen.

ARSA (mpaBas abeppaHTHasi MOAKIIOYAYHAS apTe-
pust)

Jyra aopTel 0OBIYHO 00pa3yeT TpW BETBH: ILICUeE-
TOJIOBHO# CTBOJI, JIEBYIO OOIIYI0O COHHYIO apTEepHIO M Jie-
BYIO IOJIKITIOUMYHYIO apTepuio. [Tocie KopoTKoro BepxHe-
ro X0Ja MpaBas IOJKIIOYUYHAS U IpaBas oO0Inas COHHas
apTepuu OTXOJAAT OT IUICYETOJIOBHOM aprepuu. B peaxom
BapHaHTE Ayra aOpThI Pa3BETBICTCS HA YETHIPE, U IpaBas
noakrounyHas aptepusi (RSA) Bo3HUKaeT HE3aBHCUMO OT
HUCXOJAICH a0PTHI B MECTE €€ COCNUHCHUS C apTepUaTh-
HBIM ITPOTOKOM, MPOXOJIMT MMO3aJ{ TPaXeu U IMUILEBOJA, a
3aTeM IOBOPAYMBAET K IPABOMY IUIedy. OJTa aHOMAIUS
YT aopThl Ha3bIBacTCs «abeppaHTHOM NpaBoOil MOAKIIO-
yuqHOi aprepuei» (ARSA; Pucynok 5). ARSA Bcrpeua-
eTCsS KaK KaK BapHaHT HOPMBI, TaK M B COYCTAHUU C JPY-
TMMH TIOPOKaMH DPa3BUTHUs CepALA WU XPOMOCOMHBIMHU
nedexraMu. BrIo oTMEUueHO, 9TO, HECMOTpPSI HAa aHOMAJb-
HBI XOJa apTepuu, Hainuue u3onupoBaHHOH ARSA He
AMEET CEepPhEe3HBIX KIMHUYECKAX TOCIEICTBHHA Y OCTalb-
HOM HOPMAJIbHBIX IIJIOJIOB.

Tpucomust mo X-xpomocome (1) — HaciencTses-
HOE HapyleHne, OOYyCIOBICHHOE HAJIMYMEM JIOTIOJHH-
TeNbHOH X XpPOMOCOMBI, SIBJISIETCSI YACTHBIM CIIy4aeM aHe-
yionun. B OONBOIMHCTBE CIIydaeB HOCHTENH JOTIOHU-
TENBHON X-XpOMOCOMBI — YKEHIIUHBI 0€3 3aMETHBIX MpH-
3HAKOB IMATOJOTHH, TIO3TOMY IPH METUIIMHCKUX HCCIIE0-
BaHuAX 90 % Tpucomuu mo X-XxpoMOCOME OCTArOTCAd He
BBISIBJICHHBIMH. Tpucomusi mo X XpoOMOCOME CBsi3aHa C
PobepTcoHOBCKOI TpaHCIOKaKel, HOTOMY YTO UMEHHO C
9THM IIPOLECCOM BO3HHKAIOT TPHCOMHUH MO X XPOMOCOME.

CHUHJAPOM KABYKM (1), Takxe U3BECTHBIN Kak
curnpom rpuma Kadbyku wiu cunapom Huwnkasei-Kypoxkw,
MPEICTaBISET COOOH CHHAPOM MHOYKECTBEHHBIX BPOXKIICH-
HBIX aHOMAJH, XapaKTePU3YIOUINICS OTYCTIIMBEIMH Yep-
TaMH JIMIA, YMCTBEHHOW OTCTaJlOCTBIO, CEpACYHO-
COCYIUCTBIMH UM CKEJICTHO-MBIIICYHBIMUA aHOMAJHSIMU,
COXpaHEHHWEM IOJyIICYEK MaJbIEB MJI0OAa U IOCTHATAb-
HBIM JeduiuToM pocta [Puc.7.]. Kak peakoe 3abomeBa-
HHUE, YacToTa ITOro paccTpoiicTBa oreHuBaeTcs B 1 Ha 30
000—40 000 poxnpenuit [2]. B Hacrosimee BpeMs quarHo-
CTHKa BO3MOXHa BHYTpUyTpoOHO mo Y3U (mekcrpakap-
IWsT) ¥I/MTH TeHeTHIeCKUMH TecTaMu Ha mytarmn KMT2D
uu KDMBA [3 ]. 3aech MbI cooliiaem 0 1ioje ¢ CUHAPO-
MoMm KabOyku, oOGHapy>KeHHOM € TIOMOIIIBI0 XPOMOCOMHOTO
MUKpoMaTpugHOTO aHanm3a (CMA).

B JaHHOM HMCCJICAOBAaHHUM HIBCTHAA AOIIIICPOBCKas
yIbTpacoHOTpadus BBIABAIA TOCTHATANBHBIA JOeQHUINT
pocTa U CcepleYHO-COCYAMCThIE aHOMAaJHMK Y IUI0AA, Ipa-
BOPACIIONIOKEHHOE, MPaBOCPOPMUPOBAHHOE cepare (IeK-
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https://ru.wikipedia.org/wiki/X-%D1%85%D1%80%D0%BE%D0%BC%D0%BE%D1%81%D0%BE%D0%BC%D0%B0
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https://ru.wikipedia.org/wiki/%D0%A0%D0%BE%D0%B1%D0%B5%D1%80%D1%82%D1%81%D0%BE%D0%BD%D0%BE%D0%B2%D1%81%D0%BA%D0%B0%D1%8F_%D1%82%D1%80%D0%B0%D0%BD%D1%81%D0%BB%D0%BE%D0%BA%D0%B0%D1%86%D0%B8%D1%8F
https://pmc.ncbi.nlm.nih.gov/articles/PMC7061791/#b2
https://pmc.ncbi.nlm.nih.gov/articles/PMC7061791/#b3

CTpakapiusi), KapJHOMEerajus, areHe3us BEHO3HOT'O Ipo-
TOKA.

BeiBoabr: [lo pesynbraram npoBeleHHON padOTHI,
HEeoOXoaruMa UHTEerpalyst yIbTPa3ByKOBOTO U OMOXUMHYe-
ckoro ckpuauHra 1 HUIIT mns momydeHus HanOomee mo-
HOM KapTHHBI COCTOsAHUS Ioja. [lo pe3ynpTaraM JaHHOTO
UCCIIEIOBAHMs, MTPOBEACHHBIN YINbTPa3BYKOBOM CKPHHUHT
C TIOJIOKUTENIbHBIMU MapKepaMmH, HO OTpULATENbHBIM pe-
3ynbTaTOM OHOXMMHYECKOTO aHaln3a, HEWHBa3UBHBIN
MpEeHaTaJbHbIA TECT MOATBEPAMI Halnyue XA, 4TO MOJI-
tBepkaaeT 3ddexrusaocts HUIIT B maHHOW cHTyaruu
CHUHIPOM aHEyIJIOMIWHA IO MOJOBBIM XpomocoMam. Jlo-
MOJIHUTEIbHBIE XPOMOCOMBI MO 23 mape WId JOMOJIHU-
TEJIbHBIC TTOJIOBBIE XPOMOCOMBI (DOPMHUPYIOT XapaKTepHbIE
KIIMHUYECKHE NMPU3HAKU, OJHAKO MO CTENEHU CBOUX IMpPO-
SIBIICHUH JIOTIOJIHUTEJIBHBIC TOJOBBIE XPOMOCOMBI COIPO-
BOJK/IAIOTCSI 3HAYMTEIBEHO 00JIee MATKUMH 1e(EKTaMH.

B crnywasx nuarHoCTHKH MOPOKOB CepAalla IJIoja,
TaKMX Kak MpaBasi abeppaHTHasl MOAKIIOUMYHASL apTepust U
HA/IKJIAMaHHBIA CTEHO3 a0PThl, HA OCHOBE YIbTPa3BYKOBO-
TO0 MCCIEJOBaHUsS, PEKOMEHIYETCS IPOBEJCHNE HEWHBA-
3UBHOIO IMPEHATAIBHOIO TECTA JUIl YTOUHEHUS XPOMOCOM-
HBIX aHOMaJIMi B HamieMm ciydae curapom Ju JLxopmxu u
Bunbsamca. Takum 00pa3oM, mpaBasi MOJKIIOYNYHAS apTe-
PHsL OTHOCHTCS K TPYIIIIE COCYIHCTHIX MMOPOKOB, HO TAKKe
BAXHO YUYUTBIBATh BO3MOKHBIE COYETaHHA C IPYrMMH
aHOMaJIMSIMHU, 0COOCHHO T'€HETHYECKHX CHUHIpoMoB. Han-
KJIAIIaHHBIA CTEHO3 aOpThl — JTO OJHO M3 XapaKTEPHBIX
CepAEUHO-COCYUCTBIX MPOSBICHUN cUHApoMa Bumbsmca,
9TO PENKUM I'€HETUYECKUN CHHJIPOM, BbI3BAHHBIA MHKpPO-
Jienienuel Ha 7-i XpoMocoMe, 4TO MPUBOJHT K ACHHUIUTY
reHa M BJIMAET Ha pa3BUTHE MHOTHUX OPraHOB, BKIIOUAs
cepue.

IIpu  oOHapyXeHHWH  TakMX IIOPOKOB,  Kak
JIeKCTpaKapaus, peEKOMeHayeTCs IPOBEIECHHUE
HEMHBA3UBHOTO IPEHATAILHOTO TeCTa I HMCKIIOYEHUS
XA ¥ reHeTHYECKHX CHHAPOMOB B uacTHOCTH KabOykw,
KOTOPBIII MOJET NpOSIBISITBC B  BHJAE MHOMKECTBA
pa3sNUYHBIX HApyIIEHHH M 9acTO acCOLUHUpYyeTcs ¢
MOPOKAMH CEpALA ILIOJIA.

VYIbTpa3BykoBOE€  HCCIEAOBAaHHE  IMPOJOJIKAET
UTpaTh BEYIIYIO POJIb B JUATHOCTHKE ITOPOKOB PA3BUTHSA
wiona, HO Juid Oojiee TOYHOH OIIGHKH Tpedyercs
JIOTIOJIHUTENIFHOE HCTIONB30BaHUE IPYTUX METOJIOB, TAKUX
Kak OHOXMMHYECKMH CKPUHHUHI W  HEHHBAa3WUBHBIA
MpeHaTaJbHBIN TECT.

HUIIT nHe 3ameHsieT PYTHMHHBIA aHATOMUYECKHUH
CKPUHUHT IJIOJIA C MCIIOJIb30BAaHUEM YIbTPa3ByKa, HO sIB-
JsieTcss abCOMOTHRIM METOJIOM CKPHHHHTA IMTOPOKOB Pa3BH-
Tus wiona u XA. B 3akmoueHue, Halle HCCIEIOBaHUE
npenacraiseT codoil kmHndeckuii onbit HUIIT Ha cero-
JHAIMHANR JeHb. MBI mokazand, d9To  3((eKTHBHOCTH
HUIIT npu BeISIBICHUH TPUCOMUH 10 MOJOBBIM XPOMOCO-
MaM TOJJIepKUBalach Ha BEICOKOM ypoBHe. Hamm pe3yinb-
TaThl MOKa3bIBAIOT, Iiejecoo0pazHo npemtoxuts HUIIT B
Ka4eCTBE PYTHHHOTO CKPHHHHIOBOTO TECTA HA TPUCOMHUU
1012 B OOIIEH MOMYIISIHH.
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PE3YJ/IbTATBI H IIEPCIIEKTHBbBI
IIPEHATAJIBHOI'O CKPUHHUHTA H
HEHHBA3BUBHOI'O TECTHPOBAHHUA

Aboynnaesa I'.b., Axmeoosa llI.H., Dapadicos A.T.,
Kamanuounosa LII.M., Baxpamosa H.A., A6oynnaes b.C.

Pe3ome. B cmamve npusedeHvl 603MONCHOCHU,
NPEHAMANIbHO20 CKPUHUH2A 8 BbIAGIEHUU PEOKUX NOPOKOG
pazeumus naood U XpoMOCOMHbLIX AHOMANUL, MAKUX KAK
cunopom XYY, maxowce uzgecmuulii kax cunopom [iceii-
kobca, cunopom XXX, Cunopom ®@pumena-Llendona,
Cunopom Bunvsamca, Cunopom u [Jocoposcu, Cunopom
Kabyru. Obcyscoenvt 6onpocvl OUaZHOCMUKU C UCHOTb30-
BAHUEM DPA3TUYHBIX AICOPUMMOB DAHHel OUACHOCHUKU.
Ilpeocmasnenvt ynompaszgykogvle NpusHaKu, pe3yrbmanvl
HUIIT u amnuoyenmesa npu nopoxax pazeumus niooda u
XPOMOCOMHbBIX AHOMATUIL.

Kniouesvie cnosa: npenamanvuviii  CKPUHUHS,
yaempassykosaa ouacnocmuxa, HUIIT, amnuoyenmes,
n100.
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