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SUMMARY

The issues regarding the practical application of cf DNA testing are discussed.
cf DNA is mainly used for screening chromosomal and monogenic aberrations. The advantages of cf DNA
testing compared with combined screening (biochemical markers + ultrasound) should be noted, including
detection rate, frequency of false-positive results, and positive predictive value. The benefits of
amniocentesis compared with chorionic villus sampling (CVS) in cases of confined placental mosaicism
(CPM) are demonstrated. The importance of chromosomal microarray analysis (CMA) in detecting
microdeletions and microduplications, as well as in the genetic evaluation of abortuses and stillbirths, is
emphasized.

Additionally, the application of cf DNA testing in cases of congenital adrenal hyperplasia (CAH),
autosomal dominant, autosomal recessive, and X-linked disorders, as well as for the determination of the
fetal RhD genotype, is presented.
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33@0686000 bdoto %300@360 063‘33@000Q0360b (21—3, 80—18, 33—13 démambmanwo
6ygocmgool  dobgogom dHE0bmBos, Lobgglem  gemBmbmdgdol 8obgogoo  8mbmbim3os/hGolbmdas)
36gbohoeméo b36060bg0 0bodgremygg 306mdgdde dgodemgos gobbmengemgh grol bolbendo
boymagol b3  0r963d08ogzermdgdol  godmygbgdom. gL Igbodemgdgemoes,  Gogoboy  Gghm™-
3emo39bhofyemo  3m83emgdlol  dgdoggbgemo boymazob N¥Gggeeg b8 (cf DNA) 3dgodemgde
0@3mPgboem 0gdbol mElyemol bobbemdo m&lyemmdol 533. gooob o LEymoe gemodobofogds
©9c0b bobbemoeob 3dmdooémdnl 398093 doemg3y.

cf DNA-ob b36060660 3@060336 3t4>od003o30 QooGa@ao 2011 Bemogeob. dabo boanowgbom
beogoo 0oybob Lebeémdal (21+) 99%-0b o grogotcolol (18+), 3o¢yoyl (13+) Lobém3goal 98%-99%-
ol go8mgemoabgde.

cf DNA-ob gotroemo ogogoboos 96 960l yboggogotgonmo. 93 3ymboo goboboemgds 3
Hgbod@m 30600600: 3363@6063 @63—63[}@0; 0603363Qm3060 @68—08b00 o 060063080360
36gbohocmnéo hgbho (NIPT). yiéggotrg b3 (cf DNA) 3Gmeyi3o6gds Gmgme; ogreob, obggg
ggh™-3cmo396d oo 3033emgqgLob ogé. grolgyme Bo68mdmdcl cf DNA-ob dotomsce Bystrmb
506)8000@83&) @gq)ob 3330’)30’)33360 3363@360. ,,03300@360“ cf DNA-ob 30633@0@ 68060')[)
6o63dmocog9bl 3emopgbhnee Lobohomb@mamommolidy®o nigwgdol v3m3hmBo [23,24]. odohgdem
Byotrmeo goboboemgds boymazol Lolbemol 80dmg(3930de sélgonmo g&omemdmmolihgdol s3m3imBo,
ém3emob dgoggoce Botr8mgdbocmo cf DNA 3cmopgbhob gBooc bgwgos geolb Lobbemdo [14,23,28].
60900030 o 3@033600 360630330 8863003‘360@ 0@36(5‘3(4)00, °°383° 806[)53038?)8?)0(3 3306@860
393mgmobogl, o3 Boe8moggbl of DNA-ob (367)-coogdemo o (367-yobymazomo dqgggdel
36033690306 30893L.
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cf DNA-ob cogcoobgyemo o a3goemyéo bodydgdo goblbgogrgos Logédol dobgogom, 396dme
©gEobgnemmo géogdgbhgdo mebog gédgmos (grobgnemo géogdgbhgdo Y3oeohgboce dgozogh
by 3emgmbogel 166 Bygoeml, 8530b B30 gghoemyéo géo33gbihgdo -142 Bygomb) [6]. gghoemy®
06030089 ool gol Lobbemdo dmzo 3ymmoetrg cf DNA-ob 10-c0ob 20 36m39b¢o8cog I oo II
OE039LhEgdde [20]. gghm-3emo39bdome cf DNA-ob s8mBgbs gl bolbemdo dgbodemgdgemos
mébn@mbob 38—5 33060@06 o ooooodaob 80033@0030[) - 33—9 33060@06 [11]. m&bn@mbob 10
3306)0@06 20 330603@3 olio 380306q>350000 3006336060300 o%é@gbo 30030360@ (0,1%—3306030),
boemem 39093 Fonemmdl LBoogoe (1% 3306030) émymo mébymmdol gowodryg [25].
gghOeo Reogiool LEymoe gemedebszos brgds d8mestrmdowob 2 mol gobdogemmosdo [15].
Lobeom b 36060bg7em0 993980l Bobomgdoe Lodoems Lolbemdo ayghm-3emoigbhoéyemo cof DNA-ols
0099360 GHomEgbmdal 96Lgdmds. gggheemye dogzeol Ledotal 8o8g8gde (36200 znemo
333306330 33@0[}53005[) 333333@0060[} < 3,5%):
o mElymmdol scegyemo god (1333moglos o3 by 3064 9-1033. mEbnemmdsdoy)
*  608330b 0600 38560b0 BgaErmmg985/c0083303980
* g0l godeconemo BMI [5]
* 90l B0gé odommBmemg3emHo 39306060L godmygbgds mb. 20 330698c0g [10]
e PRobobgo IVF-ob 306rmogdde [13]

boymagol  9bgydemmocol  L3eobobgyemo  (hglhgdol  Igloogebgdemoe  godmoygbgde:
6030’)3@06360[} 303386860@0 (Detection rate — DR; 063 386660068@0060) o Bég—q‘)o@gbomo
doBgqbgdgemo (False-positive rate — FPR; o6y L3gzoo30n6mds).

cf DNA 506)8000@88&) 333@‘)83 386660050063 b3606068—03bob 8‘)36’38@3&3@
Oéobmaogbmos 803060’)36000: Oéobmaoo 21-DR=99,5%, FPR=0,05%; (bémbooaoo 18-DR=97,7%,
FPR=0,04%; 06)obm300 13-DR=96,1%; FPR=0,06%. bbgﬁgbn@o 3 démambmanwo 6830@0b
OEobm80sdg (21, 18, 13) 8meool 36rgbstocmyoce godmgemmgbomo Jémdmbmdm3omagoal 71% [21].

cf DNA (hgbdob 367-codogdome dgegageol (FPR) 808g8g00:

e 398myymmo  3emopgbhofyemo  dmBooeddo (CPM). o8 3gdmbggggdde cf DNA  hgbho
eﬁeqmd)o 336»@ LEm& oo, 8&8603 3@050 336)0@ S60LBmG 0o

* gbom-ghmo hyndobommoel  Lozgmomo  (Gmegboy gl 330960L36gemo  oym  9bgydemmoconals
dohorgdgemo)

* 9ol dmBoo;30830

* 9ol 30dm o Ubgo bgm3moBogde (a3odémocogde) (933396 mElnmgddo bydséyemo cf DNA
606)300@8360@ odsgbo 3 3003300636@000; Gosm%ob cf DNA, Qg@ob cf DNA ©o b03b035360 cf DNA)

* 9ol  ©b3-sbemgdol  Eomgbmdtngo  gotaszogdo  (ohgdel  hgbogbzes, godmgemgbocmo
30 36m 0730030309800 Loboo)

cf DNA (hgbhob 363-306ymagonn 3gwgggdel (FNR) 3odgdgdo:

e 398myymmo  3emopgbhotneo  8mBoo30830 (CPM). Gmgméy ombodbymme ogm, gl
Boé 3‘3@030030 %300@360 cf DNA-ob 306)33@0@ 6306)00[) 606)3000@336[) 3@03360360
‘3363@360 (boGBOOOO)d)é)mog)mB@ol)OO), 6)0’)33@03 3306@860 osoob @ob 3006)@0603@0 6‘)8"’%"[’
dbm30@36m06. Habod@aba@oo, 6md 60300%0 ogoob 06833Qmoq>360, booqmo 3@03360360
‘3363@360[) 30600}@030 30 - 600(4330@360. 086306 3330053333630 cf DNA d)gb(bo 060@0003‘360@
LB 0o, 0’:3380 3@060 3360@ 06)08060’;86‘3@00 (éoq)aoGoB 60900030 06333@000@00[)
30006)32)3@00). 0383060 anb 3006@06(50050 303(4300 830‘)@ Qoaoboboomgbgqmo Oéobmaoé 13 o
d)émbooaoo 18—[)0030[) ©o 603@360@ 06obm800 21—Um3ob. 383q)3@‘3@0 3@03360063@0
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dmBoooddol  (CPM)-L ol Jmbomzgbhgdo (CVS) o6 odemggo Bl 3olybl  boymazol
3060000030[) 33[}0586. 3bao3b 3380053333630 6080%30[) ﬁgaao(‘)o(go 3060(‘0@030[} @0[}033[)036@0@
0330@353@00 036000336@830[) 30006)860, 086000(300360[) 333@60030 G—bas@oégbom, ob
do 36rmBohEr0(3ycmo dboemaBoo.

e 3m3ogtoce 3933069870 GOm0 BEdd(300.

*  geobgnmo ©63-5Lemgdol Bomgbmdtogo gocosegde. 396dme, ©gEol JOHmBmbmanmads
©3039(309035  3gademgde  godmobgomb  (367-ogdomo  dggggde, 80306 Gmizo g0l
JEm3mbemdyemo gemg3e0 go8mobggal (361-1o6ymazocmo doBggbgdemal ocgadlotgdol.

d98myeymo 3emo3gbtnéo 8mBoo(30830L (CPM)-0b cotrml dméomzgbthgde (CVS) o6 odemggo

8‘3[}6 3ob3bb 60300030[) 305)0000030[) 33[}0585. 3[)303[) 3330053833530 60900030[) $83306060 306)000(5030[)

Qobo%nb(bgqu@ 0030@363@00 0360003360330[) F)o(boégbo, 036000(300050[) Bgaanoao G-

636@063500’), o6 8o 36)008006)083@0 oboemodoon.

aoblbgoggdgde b 3605053‘3@ babhgdLo oo codgbmbigo 336 babhgdL 3ol
o6bnemb 1bcoo 9L8mcogl mommgnemo 3ocog3ols 3086930, d98cmnceggdo,

\\\\\

gémogémaosbbgoggbgbo. bgéoGoGa—@gb@gbo 5030003@36[) bBSBooquon&)o 03300@360
06333@m0@0360b 3053@3om 300900;\00 [CN] (poboq)o 6ol 30[) mébn@gbb. (Qooasoob@o 3360 @3[}@360
03@36& ob 3o3m(4>oBb\>3b Gogmogob démambmanqp oﬁmao@ogbb. cf DNA U 360606&@3[}00
300600@06‘3@00 21-g, 33—18, 33—13 d(‘)mambmaob 3053@3000 Géobmaoob ©o bobdgbm démambmagbob
3053@300’) 06333@000@0350[) @0[}0@6360@. 0go 336 obq)gsb bb3o 06333@000@0330[5 o 836860 3360
Q06Q333360b QSOSdBoob. 3oboo3ob anaoboboomgbgqmo Bén—@o@gbomo o Bég—noésmo:;oooo
33@36360. QooaGmb@ognéo 360033@360[) Qémb, émaméoeoo 0860003360380, b@gbo 03800@360

3363@330[) 30@360, booeme 333@80080 306000000306360[), o6 9o 36)0030(5603‘3@0 0boemaBol
33330005000 33[)06@363@0 b@gbo y3gemo 06333@«.\0@00[) @ooasmbd)oégbo.
0036mUh 3960 3Gm(3g0076gdelb Lodnoemgdno Bgbodmmgdgemo beogdo:
. bén@o ©d 306)300@36)0 oéobmaogbob qmo33t4)3630(4>360.
. 300300(30830[), 8o 36)00@3@330360[)/ 80 36)(\0@33@0 3030360[} Qg(bgdeoo (beremenco
3036)(‘03006)03‘3@0 GSBOSBOB 3833300?)000).
. 0850006360 Loonboll AFP-U, 03300@qu)063bm86030b 33030[)32)000 60300030[) 686)33@0 30@0[} ®00
©9399H00b @ghadies-

303036036[5, (4)0033@0003 bném m030060’>o Gosooo3ol) 33[)0533 8odb030@360 8368(|)° 3360
0603m(4)30(300b 80@360 36@0 606050@006 bb3oq>obb3o 063080360 36)0’)33@36350[} (dméomegsmggo,
0360003360330) 60630’)360[} Hgbod@{)b@mbo, 30[)0@0[) 333@30080 @ooasmb00336—8368603360
d)gb(bo(%gbooo démambman@o 3o 360030@6)083@0 0boemaBol 83000. oy 3?)8—000 @@3360@00 36000 ob
33@0 b@énd@nén@o 060030@00, 3330063[)00 036000306350[) do 36)0030(5(4)08‘3@0 d)gb(bob Bo@oégbo [7].
3080860[) 36@ gbangb, 6Hmd 30006860@30 36)360@0@‘3630 l)3(4>0606330 3306@360 oq)déol) 3330
bbso 300000@008036 3@8003063006360’)06 ©d 3033063300}, 6003@3603 0350003860 06333@000@0330[)
30@30. 3[)3600: @gqml) bobdgbm démambmagbob 3050@300’) 06333@000@00, 30030030380,
30@066030300.

cf DNA ¢hgbhob 3g3cog™3o gdgogdgéo (Post-test follow-up):

e U 3606068(,[) Qoq)gbomo 33@863600’3 (80@0@0 &ol 30[)): BOBOSGOL) DGQQ 33300030300[5
@obaGmbOo 336’_806300 3‘360 (b{)b(')"é’{]b"’b 063030'3(4)0 3(4>c0(38@‘3t4)360 60800030b 306)000(5030[)
@oboabegdemms. bLoom GRgds Lo 3ombo mELyemmdal s g gosdg cf DNA — 3mBodonéo
33@380 880b33 36@0 @o@ob(bnéqagb dmémoosob Bnbnbgbob 3060@0030636000 (dméomBOGQ)g%o),
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o0y l)3oo?>l) 60@030@360 > 15 330603@3, émq)gboﬁ 33[}06@363@00 086000(3360330[)
806[)006308@350. 3800(4)3 ambogéjgbob 3506@08$36)mo 2360m, 0360(\0306350[) 060@080 60l
‘303(4)00 8‘3[)(’90, 60@80608 036000300360 003600 633688366003@00 03300@‘360 63500@030[), 30@6)3
30396 oéremo Niégegde [9,12].

e U 3606068&) Uoésmo:;oooo 33@8836000 (Qobo@o 6ol 30[)): o3 Qémb 6030003[) od3b 05333@000@00[)
303306363@0 émbso b033@33o démambmagbob 30b3@3om, 0013330 Ob o6 6030’)603503[) 0dols
Hgbod@gb@mbob, 6md Sosooogb od3b démambmanwo 0636030360, 6003@3303 o6 o620l 30033@0
bséoEoGa—OgbOgbom, 308603 domo Qg@gdeoo do@ndb Qmoaﬁoob@o\mé OSUOSBU. 3030360360[}0030[}
b 3606068&) 306800030000 33@3836000, (4)0080063 GSbo o6 b@gbo 063080360 36)00(33@36350[)
38000303360 QoanmbOosné—agGaOosnéo (bgb(boéjgbob 803600>. oanBo, oY RY:) 3006006836030
QoQoOabom oq>060360 6080')030[) bo@QdOU(‘)U@o 060030@00[) 038—6036360, 3530b 36@330
6)3 300336@0300 063080360 36)0033@36360[) Bo@oégbob agbobgb.

606)3800868@0 (bgl)d)ob (bogésoo Ha@gaob 30@350[)/33@3&)[) oéoébgbmbob) 338005383030
606050@860 3 38bod@m 306006(’902
e cf DNA - (’93[)00[) 80633(\06860 7 Q)qml) 338@88. gb 306006@0 60l 606300363@0 Qoob@mgbom

60%-coob 80%-3do [3].

o 063080360 360033@360[) (dméomsob Bnbnbsbob 330939, 0360003360330) 33000303360
QmoaGmbOo 3360 (’93[)006)860[)0030[) ( 3060000030(4)350/30 360)30@6033@0 060@030). bos»oéonq:oo@
Sb >60l b0333m0bm 30600600 0d 3330053833630, (4)0030 mé)bn@oobo cf DNA 08b0063603@3
8°63 3‘300363600@0 06833@m0@00b 3053@300’) 30@0@0 6ol 30[) 3&)03[) (306.: Qa@ob 30@0@0 obo 30
03bmGomytro  d3-9mbo3gdgdn).  ACOG-ol  dmbozgdgdom  Botndohgdgemo  (Hgbhotgds
omeoé\gBU@oo igaaoéod)o 05833Qm0@0350b 30’)300363@ 6ol 30006. 0800008 0go boinémgbb
QoQoOabom 8360@0 336 3006[)3@@0800[), bé‘a@gmo;;oqm 368— 33@330[} o QmoaGmbOo 336)0
Lol 3geogodgosl [2].

o 300303(4)000 Bémaéoaob 3036 3330000030835’3@00 36)000[} 600’)306336360[} 806[)08@360 368—
bséososamos 3003506030030, 33@-)(4)33000 @obo@o éobsob 3630332’30' 30(3036036[), bgéoﬁosaob
Qongomo 3006033386000, 303@6003 bovo3o%oo536 cf DNA (ng@oéabob. O’J‘aaeo, BDBOSGOSBU '36@0
806330600000, GHmI bOoGQoédm@o 360@0[} dom3ot 33(420/366 50(4)8000@88&) 6o 3@380@
aaédsmbooég d)ﬂb(bb cf DNA b3605068m06 33@0636000.

Héod)ob dom3ot 336350[} b 3606068000 336 OQSGOOOSOBO@QSBQ 33—18 démambmaob
(3°C0 39100 o 33—13 démamboﬁob @60[}00800[) Uagogbo 333mb383350. bbasgbnqm démambmanwo
0636)030360 omeo(ﬁSBn@oo 36)03@006000 boénd@aé‘g@ 050030@0360006, 6)0083@0’)0 303003@06860
33808b50@°@ bgbo 8300(4)3 06038b06)30 50606)363@0 368—33@330b 38333006000.

BQBOSGOSBU, émﬂ@abboe ﬁon@oé@om cf DNA bséososao 33—2 06033b0630 '36@0
3330’:03030)00 QoaoOSBOmo Dba—b 36060680 Qo/os Qag@ob 36000[} AFP-b 36060660, Gogm%ob
boénd@aé‘g@o 060080@0360[) 803003@06360[) (6863‘3@0 30@0[} 0o @g%gdd)gbob Booosqmoo)
308600 [2].

domgodoynro 306 396930b 30bLoBmg&S 0gal Lobbemol 36ohdo (PAPP-A coo f-hCG) oo nuchal
translucency-b (NT) 3dg 3dgo3olgdo mébymmmdol I h&edqbhéde (1133 - 1433) cmgbomgmdon
5068000@83&) bod06m33@m30 36)360@0@360 836300 3'3(4)0 b 36060660b ‘380003(4)3[) 830000@36[), 53dols
Qob@néoo 38b05030b0 360036‘3@0 800@@0060[} o 36)0’)00’) 30’)@0[} 836300 3‘3(4)0 ) 36)060680:[)
6)‘366)0 30[) Jdobooélo. oanBo, 800606033 3@050 3360 6030’)3@0@360[} 3053@3000, Bomdoaonéo
906 336360[} 806bo$q>36>o . 3obé>ob Gamiob“ UBB 33030[)36-)[)0)06 3m3606a30030 o560l 0@68660603@0,



JECM 2025/6

EObemgmdomn  bojmgdor  3o3Mpgmgoneo  dgmmeo, Gmgmey ©bol Lobpémdol, olggg
9356c0bob (18+) oo 3otonL (13+) b36r060630L 30B600.

36)000[} bomdoaonéo o 363-[;3606063 @3[50360 33000393 6030’)0336860 3030360860b 3036),
G3genmd(3 930 ggmgroc3eea, 037 30boblyéo BgcomBol doéagérgdo cf DNA - b 36060630L 803560>.
3™3dobobrgdnmo  36060b3-hgbhgdo go8moaygbgds boymazol bgegyemo docmol mod ogo39ghgdel
éobgob @obo@agso@, 6)08 3036@353@00 cf DNA-ob Qémb.

3(4)00—36000 booqmqrgém @003600363@0 680600[) 3058@3000, 15000 mébn@b 503606@0
bséoﬁosao 06833@000@0038 mébn@mbob lO—q)oG 14 33 030(4:8@3630, 35 boangBo&'\o 836(’96)30.
mommgyen  m6bymmb bgdmes Lolbemdo domdedonéo 306 396980L  b36r0bobgo (NT-U nog
3800930Lm0b  308806530030) o 93ogbmymse cf DNA-L L3z&Gobobgo [19]. cf DNA U360bobgo
003mPbos gt 3zédbmdnsrg  oybol  LobEmBol  godmgmmaebgdol by  (38/38=100%).
Bomdoaonéo o6 336350[} 38(4)660063@0060 33‘)@836@‘) 30/38=78,9%. Béjn—qﬁ)@gbomo 30[)‘3[)350[)
bobaoég cf DNA-ob Q(‘)mb 3@60@0 0,06%-U, booq)oo Bomdoaonéo 306336360[} 60300836360[)0[) - 5,4%-
L. coogd0m0 3EmabmBaérgdoe aégdnmgos(; ©9m8mBbos yoytm domowme cf DNA-L émb, gocoty
domgodontro 3o 396980L 398mbgggade (dglsdodoboce 80,9% coo 3,4%) [27]. ACOG b6l y3gél cf
DNA-U, &mgmé; b36060b3-hgbhel godmygbgdol yggeme mélnemdo [2].

0036mbho 3960 habhotgde.

I H603gbhEd0 bmezogmegds Jméomzgbhgde (CVS). Lodmemmm 39wgggde doomgds 7-10
©®gdo. 0330, 03 393:bggaqddn, Bmegboy cf DNA-¢Hglhotgoel dgggoce dgodemgds gogotoymo
d98myeymo 3emopgbhotnemo dmBoogoddel (CPM) o6lgdmds, CVS o6 Botr8mowggbl Lobneggemm
063830&5. 1I (béoagbo@ao 606)30’)35[} 0360003360880, Gosm%ob U363@360b (036000(30(’9350[)) 3oqag?>ooo
©°> 398gm30 3oGomhodatgdom. Lsdmmmm dgwgagdo doomgds 8-14 mgdo. gém3mbmdyemo
do3rmBohoyemo dboemodom (CMA) brogds 353éom 39t o botoago germB8mbmdnmo 939300l
QO@BSGO, 30@6)3 b006Q06)OUQO 30600000306360[) (G—E)SG@O&)OBO[J) @émb; oanBo, CMA-oom 336
begos domoblotgdyemo §m8mbmdyemo 5896030980l godmgemabgds. CMA odemggo 63-0b sbemgoal
bo3emgdo Bomgbmdcngo 3060030980l go8mgemnbgdel dglodemgdemmdsl (3o3Gmgemgi3ogdo
do36mEY3emogoEogdo).  ©3d39  GmL, CMA  7noghm  0boymEdotonmoed  sdméinbgdal,
333006003md0cmgdol 39bghoznéo godmgemggol 36m3gbdn. CMA 60l nogérm dgotopmetgdymo,
300069  Bggyemgdtroge  3oGomhodetgds  (G-dgbafgds). CMA-ob  308bmdongo  godmygbgdol
B396909000: o) o1blbgemo bolnomol gobgomotgdol dgoggébgds; &) Autism spectrum disorder (ASD); g)
0bodymemomo vbmdoemogdo (birth defects); o) 3336H03MdoEMdS, 96 Bggyemo Sdméo; g)
Bmg0gémo v3mgoligdosbo bodlogbol 3gazoligds (3og. 3gdohmemmgona sg;mgaligdosbo Lodlagbggde).

Bmgogbmo 3emabozalho 3botl 3396l germB8mbmdne 8o3émdshGone sboemodl (CMA),
Gngmb3 30639000 Gogol oogbmlbnné Habnb [8].

e@qbemgmdomn dgokgdom go3é3gmmgdyemo domgmmgegdel/ do3meydemo3oEogdol
50300600030@[) 8063330036350: 22q11.2 8036’“’@3@38"0[’ bos@émao; Angelman—ob bosq)éooao; ,,30@0[}
369300m0b" Loboém8o; 1p36 cogemg300L LobrE®Bo o 3G0cge-g0cm0b Lobrotmdo.

Gagm%ob 05333@«)0@00[)0005 abmeoésan@o 333—30050333360
I Géoagb(béfao: NT ( 30[)(60[) ,,bosg@mb“ bobdg); Gogm%ob @oa%osaoadoxbgoo; Bobd)né)o
30g6m3d; Loymemg 033y 356 3900; (3bg060l dgemol sE06LGdmds; Megacystis; 3600l dga3g6bgdo;

30)@00360083633030@00; 838@‘7[’ 33@@0[} ng:;gd(bgbo; 300000@0080‘3(4)0 6o 30000 336‘36) bo@osoéao;
Lod 306)0060 638366060300.
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II oﬁjoagboﬁao: dmémoQU@o 66‘3@0[} Bob@abo; 303@060[} 1 06)@3600; boaoé@g @60500[}
©OCMO(O300; Mbdg O8m 3emgdnemo doérdoyol dgemgdo; d0dgergdmggbnte boBemogon; bgemo 3oLl
bomdo; (3bg060L  dgemol oGoblgdmds; lmdndo o BmBogéo  39bEro JemmBgaemas; 3ol
Hg%gébgbo; 05360603@0 30633060 @030653330 0663600.

dmggyogh  GomEgbmdtage o LBydheyme  §emBmbmdm3smagdol  603gbedg
36033bgemmgobo  Bor8mBocoggbemolorgol  odsbolosmgdgemo  dmzemg  g3ocegdomemmgoené-
6363003360 30060(333330:

* b0l LobeemBo (21+). Lobdorg - 1/714 3emibemodmdoemBy. goboéhg39b 3 30hma969the3y&
396006l ) Lo HEebmBos 21-9 Bygoemol Bobgogoor (47, +21). dgocoggbl =~ 95%-U; d)
3oé30omyto heobmdos 21-b gédgemo dbéal dobgogom. Gmgméy Bgbo ol Boédmocggbl
6mdgmmoedg  Fdmdgemdo  o6Lgdnmme  Bmogbhlmbyemo  hEblemm 3oi300L (3dbgd0b
16®0gmgo33emo Ybdotgloce 39-14 oo 21-g §m3mbimdgal meral) 3gwgal. ogo dgoc0z96L 3-4%-
L. g) 3mBoo;30830 (47, +21/46) - 1-2%.

*  903°60bol  Lob®mdo (18+). ULobdotrg - 1/5500 (3mozbemocedmdocemdy.  gobothggqgb 3
30039090306 30600bhHL: o) Lo HEobmdes (47, +18) =~ 90%; 3) 36300070 HE0LmBoo
(heobbemm 30300l Igogge); g) dmBooodde (47, +18/46). gogotbol Lobo®mdo gemobrogde
3603cm™MB0m0 gobgomoégdol mobosymemoemo 356 39300.

o 3ohonb Lobeédmdo (13+). goboePhgggb 3 30hmagbghogn® gotesbhl: o) LEymo hEabmdos; d)
3063000 HGobmdod  (96000moblotgonmon  HmghhLmbymmo  HEoblemmoped);  3)
dmBoooddo. ooyl Lob®m3o gemobrgds dGvgemmdomo  gobgomoégdel  mobroymemoemo
306 39000.

° 33—8 d(‘)mambmaob 8053@300’) bén@o 060[)00800 oquoHngo mﬁbn@mbgbob 0,1%-30 oo
Gmgmbyy  bglo  mghoeoy®os  [22]. emgbemoedmdoemgddo 8+ mo;mgdol  ymggemaergol
Bo&dmeoggbocmos dmBoo308800n (47, +8/46). (3m(3bemodmdoemgddo 8+ dmBoogneoe ogmédgdol
Lbobdoérg dgocoggbl 1/25.000-co0b 1/50.000-3cog.

° 33—9 démambmaob 3053@3000 bén@o 06obm300 %odboé)@gbo y3gaemo Bobob3omo 0,1%-30 o
00:gdob ymggemogol moglogds 3Ggbodemmyto mghoemmdom [16]. (3m3benodmdoemgdol
19603emgLmdol 593l 8mBoo(30880. 039bmEpdyto otmggzgde ool 8lgogle LEymo HEebm8oals
©° dmBo0(30830l oo

*  (HE03emmocaol Lobmdo. ggbgrgds 3em0bo G ©agbmLEnGgInm mELymmdsms 1-3%-3do.
3950039bL L3mbhobyEro SdmEhgdal 20%-b [17]. 3mzbewodmdomgddo ggbgrgds 1/10.000-c006
1/50.000-3cog. 0oboér03 0gméds gnemolbdmal 8580bgyem ggldEs-3odmmmoacoyéo 3033cmgghol
06lgdmdcl, 0goboz 3mEBs 30 - golgnmo gJuh&s-3odmmmay&o 3m33emgghol sGLgdmdsb.
©00b06502/0030602=90%/10%.  >GoLryemo  d3Hbo3Jgénl  Lytomo  ygpém  Ighocose

©230bolodmgdgemo ook (hEredmmmacoolivmgal.

. bOé)UdOUéjn@o 0636030360 83@0[)53005[): QSQSBOSBU, @'33@0303036[), o@aGb@mgoBogbb,
06396L0gaL. oyhmbmByeo gemgogdol Lobdotyg - 1/7.000 (3m3bemodmdacmdy. snhmbmdnéo
©13e035(30900L Lobdotrg 73bmdoo.

e 5p @SQOBOOB UOGQémao (,,3060[} 36030@0[)“ boﬁqﬁ)mao). bobaoég - 1/45.000 Bme@o@Hmboqﬁa
[18]. covoobemmgdon 85% godmbggyemos 89-5 em3mbm8ol dmzemg dbéal  3o6300cmyéo
©9emg300m, Em3gmmo3 ©dm3g9bgdycmos de novo. cogemgpoel 3gdi339cmo §HMBmbmds &0l
3030[}33@0 Bo6>3mImdals 80%-Jo. @606;8360 388005333350 60l 8(4300—3600 330’)63@30 06)[}363@0
HE2bLemm 39(300L396 (m3gemoly 3go(303L 5p-b) Boérdmgonemo.
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e 18g-cogemyogdo. Lobdoérg - 1/55.000 (3co3bemodmdomdg [26]. 94% o0l de novo 393mbggggoo,
©obo6Bgbo 30 - FImdemolb  domoblotrgdnemo  HE0blemmzooal  dgogge. gy eoL
0™ 30e085300L obgogem goboehgggb 2 $ayal: o) 3BmdLodoemyéo 18q — (18q11.2 - q21.1) -
390(303L 0bhgELho300emYE ogemg3ool - 1dobL 80 ggboom. 8) cobhoemyéo 18q — (18q21.1 — ¢23) -
300303[} 06086)b00300@36, N 036)3060@36 Q’{]Q’{)B"Ob - 3?)06[) 103 83600’). @obo\)@néo
©90g;30980L 83% meeol hge80bocmy® gemg30908y.

cf DNA U 363060630l 358mygbgds dmbmggbyte wotpggggdel dmb

Qoob@mgbom 2300 800600886‘3(4)0 @06@3830bm30b 6030’)3@350@00 8(‘0@333@360 303830.
Logyéommgdm  moggbodnénemo  Byosémb  8obgogom, 3dg-00  goBnommoeBobgdnymmo  Logdgm
boé’UdGUé’UQO 060080@0360[) admﬁg 876 6‘)8‘0%0[’ 80%060000363@30 cf DNA U 36)0606830
393mogm0bo 55 9bgy3emmaconal, 6 8o 36megemg300L o 37 8mbmggbyéo smmemmgaol 3gdmbgggo,
émoooB 30@633@ odGo 8368003‘36)0 @06@38336(7[) @SOSdBoob 86@.) 60,7%-00>.

ombgéomos cf DNA-U36060bg0l godmygbgde Lggbemob dgdeconemo obmggggdel (weydgbol
33600003060 @oboﬁjmq;oo), on@mbmané—Qm306060060 (odmsq)éooBQ)o%oo) o QUOMljmané—
é9139bonemo (30bhnéo gede™mBo) smmemmmgogdel dgdmbgggqdde [1,29]. oyhmbmdyé-omBobobhyéo
(AD) 056393900 boymazdo 3gademgde godmbggnem 0gbol sbemoc vdm(3gbgdnemo (de novo) ggbnéo
IMHo3egem, 96 Fdmdemgdol Bogé Fothobgdgemo yhoegdel odgd3g0gdorn (bgaéggoieyemo)
0300(4)336000. 006033 306006(’90[} 803(\03@06850 60l 38bod@863@0 cf DNA—d)Sb(bo(%gbooo. 303(4200
33@0@ oq:ggéo@o Qo 33[}603@0@00 ob@\)@ oQamBSESBD@o ond)mbmané—@maososoUéo 886360
MO390, BmBemgdo SLmoegonemos BmbBbol oldemodosbosob [4] o 36bombobmldmBmsb.
33mdgemmd ggbmdodn berExdocmy&od.

©2393330006090000  (Lgargaopoygemo) AD obmgg3900b GmL  Ismmemmgoyéo 60dbol
3530ligob 0393330006930 Roomgmmgds Yoytrm LoeEdbm, Gowgobsy 5wmbodbymo smmemmmgoyéo
30600b(h0 030gnE0eqdL boymaado o 96s gEodn. 9ggwob godmdeboéy, boymazolb cf DNA godoigbo
©golgb gt googomgdymes.

o7 RhD 3mBohoyéo 8530 ool dghgermBogmbyéo (= 40%) Logotms boymazol RhD-¢odob
QO@BSGO. Gosm%ob RhD 836000030 obo%q:ségbo @3@0[} 3@083030 cf DNA—OSlJ(Doé)SBOU boanowgbooo

m6&byemmdol 1033. dgdgmd. blgbgonemo 33emggol Loérggdemoobmds go8moabodgds 393cggdo: o)
60900030[) RhD b(bod):]bob 806[)03@360[) 30860 036000336@380[) ﬁo@oégbob 3603363@(‘03060
399(306930; 8) 9EVONMTbaBobgdnme mELemmIclol, Gmpgloy Gmgmey mébnmo, obggg
60900030 S60l RhD—Ggao(boUéo, mé}bn@b aqaoé) N 3300@360 oG@o—D 08'36008@0063@060
(dem™0adboBo(z00l 3659396300L 808bow) [4].

cf DNA - b 365060630 b 38500 a30bgyemos bggborob dgdecoyemo otmggggdel godmbogemgboce.
0booymEmomo dégbsemyto 303963mmoBool (CAH) 3gmbg dogrotmoomo Lgglob boymagl (46,xx)
3060emodo300 gBygdo 9 33060L gooob, 967 Go3gbndy 3306000 Sy, oMy Ng-00 ByLhow
dgogolicogde boymazol Lgglo. mElnemmemob gdlodghodmbom ségymmoe 83nEbocmmdol obygdsd
dgodemgdo 3909(306mb 3o60emodszool 3Gmizglo. misbgdde, Locoy mEegg 3dmdgemo ool CAH-ob
ég39bonemo ggbol Botobrgdgemo, boymazol Lggbol scoégyemo gobloBmg&s Lodyommgdol ggodemgsl
oGO N 0dbol obygdnmoe w©gglodghedmbor 3o 3mégz0éhgdgemo 3376boemmds 46,xx-0b 3dmby
boymazgodo [29].

boymazol Lgglol g0bLoBmEs 860336gcmmgobos v3Ergmgg miobgodo, (36mdocmo x-dgdocoyemo
63939000 (Bog.:  3gdmagoemed o  oydgbol  3ybormgebo  obhGmages);  Lobgememdé,
36mgbmBobrgdnem 3odrmdomo Ligglol boymazgol odger x-3gdoconemo o035 gdg0l a3gbmddyoce
3°3m3gmogbgdol 50%-0sbo (1) &ol 0.
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ool 3369%0:
060063080360 36)86060@360 OSl)@oégbo (NIPT), 053 03039 - 336’3@8‘)60 b3 @3[}006350 (cf
DNA  testing) Goéamo@agsb 603633@863@0 démambmamBQmogbob 303m3@06830b
3omog39gdyé L3E0b0bgyem Igomeob.
cf DNA - d)gb(bo(4>32>0b oboboomgbb 6)060 ‘3306003[}006860 30)3?)050(4)86‘3@0 (bomdoaonéo
306396900 + 383) 362060630006 3g006g800> (g03mgemabgdol Lobdoéag; (367-coogd0mo 3olybgdol
Lobdog; oEgdome 3ErMmabmBatgdoe WatgdnmgoD).
3987y 3emogbh oo 8mBoo(30830L (CPM) émb Jméom(3gbhgdo (CVS) 96 ademggs 31l
3obnbb 608mo30b 306)0(\0@030[) ngobgb. 3b603b 3830053333630 608mo30b $3380(4>0(bo 306)000(5030[)
Qobo%vb@g?)@o@ 0330@363@00 0360008060880[) 30006)860, 0360003003601) 333@80030 G-
39beaégdom, 56 3o 3ErmohGoyemo sboemodoo.
JEmdmbmdyemo  dogbmdohGogyemo  sboemodoo (CMA) begds 3yoéom gho o bohooge
d(‘)mambman@o obgéoeoob QOQ&SEO, 30@6)3 b006@06o:]@0 30600’)00306360[) (G—Bgsqmégbob)
e6mb. CMA  odemgge  dozbmegmmgegdel o  8036men3emozoegdel  godmgemmobgdol
38bod@06@mbob. 03033 Q(‘)mb CMA 303(4300 060300(4)30(503@00 obmé@nbabob,
3330060003md0cmgdol g9bghognee 3o8mgemabgdol 36rm(39Ldo.
9330060003md0md0l o bgmbothoemyéo  Lozgoommol  yggems  dgdmbggge  ybos  ogbol

8°8°° 330 gm0 (0386000030b bén@o oq)g‘g&)oq)mbo; BOOWBSE{]C)O 33(4)0 060@080;
300)0')30)6030’)@0080’36)0 8030033@330), Homd 3300?)@36[) 300600@0000 060300680800 Snbd)o

@00860’)80[}, bOsS@OQ}Ob 808880[} @O 80’)3030@0 mébn@mbob q)é)oob 80638(‘06)860[} 6)0[}30[}
3qlobgd.
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Jmé-baoéboé-g 6060300{9, 8080 5096‘_70
260063580760 3Grgbohyocmyo (hgbhol (NIPT) 860336g9emmds oo Gmemo
3gbohocmyo 3gmgocmyngmdal bobhgdode
od0cmabol bobgemdBoogem Le8gcon(306m nbaggeLahgho; 3.3.L. 089wl 3emabazo;
odacmoabo, bogdotamggemm

6980739
60360330 80650@3@00 060053080360 36)350(’90@‘360 OSle)ob (NIPT), ogogg ‘3363@6068

©63-(hgbheérgdol (cf DNA testing) 36oghognem godmygbgdolomob o 303306981cmo Lo zombgda. of DNA
18m0g6rgloe  go8moaygbgdo  grmB8mbmdnmo o dmbmggbnto  0dgo30gd0L  b3E0bobgologal.
0bb0dbogos obo 130bohgbmdgoe 3m3dobotgdrem (domdedonto 3ok 396980 + 383) b36206063006
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33@0686000 (&)300336360[) bobaoég; Bég—qm@gbomo 30[}35360[} bobaoég; @0@360000
36006600306350Q0 Qoégbn@gbo). 6053363500 0360003360330[) 803003{)6360[) ‘3306)003[)0060
JmGom(396(g8c0b dgoobgdom 398myyemo 3emogbhoéyemo dmBoooddel (CPM) o6Lgdmaabsb.
boBgoldnmos  germBmbmdymo  8oz3émdohGoeo  dbsemodol (CMA) 36033bgcmmdo
do 360’)@3@380350b/ do 36)0’)@33@0 30(30350[) @3@)3530030, obasg oBméOUbgbob o
833@60@30}50@350[} 6363003360 33@33"’[’ 36m38b30. 6033363500 cf DNA (bgbd)ob 803003368?)0
on@mbmané—@maoﬁ;osdméo, 0‘300')[)0033(4)—6833[)0360, X—aggoqra@o @06)@3833&:[), CAH-ob Qémb;
08680033 60300030[) RhD—agEooOo&)b 606[}08@36)0[} 30360on.
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